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 9 
The prevalence and spectrum of germline mutations in BRCA1 and BRCA2 have been reported in 
single populations, with the majority of reports focused on Caucasians in Europe and North America. 
The Consortium of Investigators of Modifiers of BRCA1/2 (CIMBA) has assembled data on 18,435 
families with BRCA1 mutations and 11,351 families with BRCA2 mutations ascertained from 69 centers 
in 49 countries on 6 continents. This study comprehensively describes the characteristics of the 1,650 
unique BRCA1 and 1,731 unique BRCA2 deleterious (disease-associated) mutations identified in the 
CIMBA database. We observed substantial variation in mutation type and frequency by geographical 
region and race/ethnicity. In addition to known founder mutations, common mutations were identified in 
specific racial/ethnic or geographic groups that may reflect founder mutations and which could be used 
in targeted (panel) first pass genotyping for specific populations. Knowledge of the population-specific 
mutational spectrum in BRCA1 and BRCA2 could inform efficient strategies for genetic testing and may 
justify a more broad-based oncogenetic testing in some populations. 
 
 
 
 
 
Page 16 of 114
John Wiley & Sons, Inc.
Human Mutation
1
2
3
4
5
6
7
8
9
10
11
12
13
14
15
16
17
18
19
20
21
22
23
24
25
26
27
28
29
30
31
32
33
34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
For Peer Review
 
 10
BACKGROUND 
Women who carry germline mutations in either BRCA1 [OMIM 113705] or BRCA2 [600185] are at a 
greatly increased risk of breast and ovarian cancers. Estimates of cancer risk associated with BRCA1 
and BRCA2 mutations vary depending on the population studied. For mutations in BRCA1, the 
estimated average risk of breast and ovarian cancers ranges from 57-65% and 20-50%, respectively 
(Chen and Parmigiani, 2007; Kuchenbaecker, et al., 2017). For BRCA2, average risk estimates range 
from 35-57% and 5-23%, respectively (Chen and Parmigiani, 2007; Kuchenbaecker, et al., 2017). 
Mutation-specific cancer risks have been reported that suggest breast cancer cluster regions (BCCR) 
and ovarian cancer cluster regions (OCCR) exist in both BRCA1 and BRCA2 (Kuchenbaecker, et al., 
2017; Rebbeck, et al., 2015). The identification of mutations in BRCA1 or BRCA2 has important clinical 
implications, as knowledge of their presence is important for risk assessment and informs medical 
management for patients. Interventions, such as risk-reducing bilateral mastectomy and salpingo-
oophorectomy or annual breast MRI screening, are available to women who carry deleterious BRCA1 
or BRCA2 mutations to enable early detection of breast cancer and for active risk reduction by risk-
reducing surgery (Domchek, et al., 2010; Rebbeck, et al., 2002; Saslow, et al., 2007). The presence of 
BRCA1 or BRCA2 mutations also can influence cancer treatment decisions, principally around the use 
of platinum agents or poly (ADP-ribose) polymerase (PARP) inhibitors (Lord and Ashworth, 2017) or 
contralateral risk-reducing mastectomy. Increasing numbers of women are having clinical genetic 
testing for BRCA1 and BRCA2 mutations, and recommendations continue to expand to whom testing 
should be offered (NCCN, 2016).  
 
In whites drawn from the general populations in North America and the United Kingdom, the prevalence 
of BRCA1 and BRCA2 mutations has been estimated around a broad range from 0.1-0.3%, and 0.1-
0.7%, respectively (Peto, et al., 1999; Struewing, et al., 1997; Whittemore, et al., 2004).  The Australian 
Lifepool study, studying a control population consisting of cancer-free women ascertained via 
population-based mammographic screening program, estimated the overall frequency of BRCA1 and 
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 11
BRCA2 mutations to be 0.65% (1:153), with BRCA1 mutations at 0.20% (1:500) and BRCA2 mutations 
at 0.45% (1:222) (Thompson, et al., 2016).  Estimates from the Exome Aggregation Consortium (ExAC) 
are similar, with frequencies of BRCA1 and BRCA2 mutations (excluding The Cancer Genome Atlas 
(TCGA) data) at 0.21% (1:480) and 0.31% (1:327), respectively; or combined at 0.51% (1:195) 
(Maxwell, et al., 2016).  As they do not include large genomic rearrangements, some newer population-
based estimates may still under-represent the total number of BRCA1 and BRCA2 mutations.  Although 
the overall prevalence of BRCA1 and BRCA2 mutations in most general populations is low, many 
hundreds of thousands of yet-to-be-tested individuals worldwide carry these mutations.  
The prevalence of founder mutations in some racial/ethnic groups is much higher. For example, the 
common mutations BRCA1 c.5266dup (5382insC), BRCA1 c.68_69del (185delAG) and BRCA2 
c.5946del (6174delT), have a combined prevalence of 2-3% in U.S. Ashkenazi Jews (Roa, et al., 1996; 
Struewing, et al., 1997; Whittemore, et al., 2004). For these mutations, double heterozygotes in BRCA1 
and BRCA2 also have been reported (Friedman, et al., 1998; Moslehi, et al., 2000; Ramus, et al., 1997; 
Rebbeck, et al., 2016). Several other founder mutations have been identified, including the Icelandic 
founder mutation BRCA2 c.771_775del (999del5) (Thorlacius, et al., 1996); the French Canadian 
mutations BRCA1 c.4327C>T (C4446T) and BRCA2 c.8537_8538del (8765delAG) (which is also the 
most common mutation in Yemenite Jews and Sardinia) (Manning, et al., 2001; Oros, et al., 2006b; 
Pisano, et al., 2000; Tonin, et al., 1999; Tonin, et al., 2001); the Polish mutations BRCA1 c.181T>G, 
and c.4035del (Gorski, et al., 2000); the BRCA1 c.548-?4185+?del in Mexico(Villarreal-Garza, et al., 
2015b; Weitzel, et al., 2013), and others. These mutations represent the majority of mutations observed 
in these populations and have been confirmed as true founder mutations as they have common 
ancestral haplotypes (Laitman, et al., 2013; Neuhausen, et al., 1996; Oros, et al., 2006a). Common 
mutations have been identified in other populations, but they represent a smaller proportion of all 
unique BRCA1 and BRCA2 mutations, and have not been characterized as true founder mutations. 
There are multiple common mutations in Scandinavian, Dutch, French, and Italian populations (Ferla, et 
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 12
al., 2007). Similarly, a number of common mutations specific to non-European populations also have 
been reported in Hispanic/Mexican, African-American, Middle Eastern, and Asian populations (Bu, et 
al., 2016; Ferla, et al., 2007; Kurian, 2010; Lang, et al., 2017; Ossa and Torres, 2016; Villarreal-Garza, 
et al., 2015b).  
The mutational spectra in BRCA1 and BRCA2 are best delineated in whites from Europe and North 
America. However, data on mutational spectra in non-white populations of Asian, African, 
Mediterranean, South-American and Mexican Hispanic descent have also been reported (Abugattas, et 
al., 2015; Ahn, et al., 2007; Alemar, et al., 2016; Bu, et al., 2016; Eachkoti, et al., 2007; Ferla, et al., 
2007; Gao, et al., 2000; Gonzalez-Hormazabal, et al.; Ho, et al., 2000; Jara, et al., 2006; John, et al., 
2007; Kurian, 2010; Laitman, et al.; Lang, et al., 2017; Lee, et al., 2003; Li, et al., 2006; Nanda, et al., 
2005; Ossa and Torres, 2016; Pal, et al., 2004; Rodríguez, et al., 2012; Seong, et al., 2009; Sharifah, et 
al.; Solano, et al., 2017; Song, et al., 2005; Song, et al., 2006; Toh, et al., 2008; Torres, et al., 2007; 
Troudi, et al., 2007; Villarreal-Garza, et al., 2015b; Vogel, et al., 2007; Weitzel, et al., 2005; Weitzel, et 
al., 2007; Zhang, et al., 2009). In the current study, we provide a global description of BRCA1 and 
BRCA2 mutations by geography and race/ethnicity from the investigators of the Consortium of 
Investigators of Modifiers of BRCA1/2 (CIMBA). 
 
METHODS 
Details of centers participating in CIMBA and data collection protocols have been reported previously 
(Antoniou, et al., 2007).  Details of the CIMBA initiative and information about the participating centers 
can be found at http://cimba.ccge.medschl.cam.ac.uk/h (Chenevix-Trench, et al., 2007).  All included 
mutation carriers participated in clinical or research studies at the host institutions after providing 
informed consent under IRB-approved protocols. Sixty-nine centers and multicenter consortia 
submitted data that met the CIMBA inclusion criteria (Antoniou, et al., 2007). Only female carriers with 
pathogenic BRCA1 and/or BRCA2 mutations were included in the current analysis. One mutation 
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carrier per family in the CIMBA database was included in this report. The actual family relationships 
(e.g., pedigrees) were not available, but a variable that defined family membership supplied by each 
center was used for this purpose. Less than 1% of families (86 of 29,700) had two family members with 
two different mutations.  In these situations, each mutation observed in the family was included in the 
analysis.  In the case of the 94 dual mutation carriers (i.e., individuals with both BRCA1 and BRCA2 
mutations), one of the two mutations was chosen at random for inclusion in the analysis.  
 
The CIMBA data set was used to describe the distribution of mutations by effect and function. For the 
remaining analyses, mutations were excluded if self-reported race/ethnicity data were missing. 
Pathogenicity of mutation was defined as follows: 1) generating a premature termination codon (PTC), 
except variants generating a PTC after codon 1854 in BRCA1 and after codon 3309 of BRCA2; 2) large 
in-frame deletions that span one or more exons; and 3) deletion of transcription regulatory regions 
(promoter and/or first exon) expected to cause lack of expression of mutant allele. We also included 
missense variants considered pathogenic by using multifactorial likelihood approaches (Bernstein, et 
al., 2006; Goldgar, et al., 2004). Mutations that did not meet the above criteria but have been classified 
as pathogenic by Myriad Genetics, Inc. (Salt Lake City, UT) also were included. Classification of 
nonsense-mediated decay (NMD) was based on in-silico predictions and was not based on molecular 
classification (Anczukow, et al., 2008).  
 
Contingency table analysis using a chi-square test was used to test for differences in dichotomous 
variables, as was a t-test for continuous variables. Mutation counts are presented as the number of 
families with the mutation. Fisher’s exact tests were used if sample sizes in any contingency table cell 
were less than five. Analyses were done in STATA, v. 14.2.  
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RESULTS  
Mutations in BRCA1 and BRCA2 
From the 26,861 BRCA1 and 16,954 BRCA2 mutation carriers in the CIMBA data set as of June 2017, 
18,435 families with BRCA1 mutations and 11,351 families with BRCA2 mutations were studied to 
count only one occurrence of a mutation per family.  Fromm among these families, 1,650 unique 
BRCA1 and 1,731 unique BRCA2 mutations were identified. The unique mutations and number of 
families in which each mutation was observed are listed in Supplementary Table 1. In each gene, the 
five most common mutations (including founder mutations) accounted for 33% of all mutations in 
BRCA1 (8,739 of 26,861 mutation carriers) and 19% of all mutations in BRCA2 (3,244 of 16,954 
mutation carriers). A web site containing information about the most common mutations reported here 
can be found at: http://apps.ccge.medschl.cam.ac.uk/consortia/cimba/.  This information may be 
periodically updated as new data become available. 
 
Mutation Type and Effect  
Table 1 presents a summary of the type of BRCA1 or BRCA2 mutations and their predicted effect on 
transcription and translation. The most common mutation type was frameshift followed by nonsense. 
The most common effect of BRCA1 and BRCA2 mutations was premature translation termination and 
most of the mutant mRNAs were predicted to undergo nonsense-mediated mRNA decay (NMD) 
(Anczukow, et al., 2008). Despite having the same spectrum of mutations in BRCA1 and BRCA2, the 
frequency distribution by mutation type, effect, or function differed significantly (p<0.05) between 
BRCA1 and BRCA2 mutation carriers for many groups, as shown in Table 1. These observed 
differences are largely because genomic rearrangements and missense mutations account for a much 
higher proportion of mutations in BRCA1 when compared with BRCA2, as previously described 
(Welcsh and King, 2001). 
 
Page 21 of 114
John Wiley & Sons, Inc.
Human Mutation
1
2
3
4
5
6
7
8
9
10
11
12
13
14
15
16
17
18
19
20
21
22
23
24
25
26
27
28
29
30
31
32
33
34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
For Peer Review
 
 15
We and others have found that breast (BCCR) and ovarian (OCCR) cancer cluster regions exist that 
may confer differential cancer risks (Gayther, et al., 1997; Gayther, et al., 1995; Kuchenbaecker, et al., 
2017; Rebbeck, et al., 2015). Figure 1 reports the relative frequency of mutations in the BCCR and 
OCCR by race/ethnicity. Compared with whites, we observed differences in the relative frequency of 
mutations in the BRCA1 BCCR and OCCR in Asians and Hispanics, and in the BRCA2 OCCR in 
Hispanics.  To the degree that the mutations within the BCCRs and OCCRs conferred differential 
cancer risks, these data suggest that BRCA1 and BRCA2 mutation-associated cancer risks may vary 
by race/ethnicity. 
 
Geography and Race/Ethnicity 
The most common mutations by country are summarized in Table 2 (BRCA1) and Table 3 (BRCA2). 
The locations of the mutations that were observed in African American, Asian, and Hispanic 
populations are depicted in Figure 2 (BRCA1) and Figure 3 (BRCA2). Some countries (Albania, 
Bosnia, Costa Rica, Ireland, Honduras, Japan, Norway, Peru, Philippines, Qatar, Saudi Arabia, 
Romania, Venezuela and Turkey) contributed fewer than 10 mutation carriers to the CIMBA database. 
Many of these mutations were submitted to the central database by CIMBA centers that ascertained 
these patients, but these patients originated from a different country. Based on such small numbers, it 
was impossible to make inferences about the relative importance of mutations in these locations.  
 
The mutational distribution among the major racial/ethnic groups and by geography are summarized in 
Tables 4 and 5. Table 4 includes only those individuals for whom self-identified race/ethnicity was 
recorded. Note that in some countries it is prohibited to collect data on race and ethnicity, so this 
information is missing.  Among the 10 most common BRCA1 mutations in each racial/ethnic group, a 
few were seen in several populations, including the common Jewish and Eastern European founder 
mutations c.5266dup (5382insC) and c.68_69del (185delAG); c.815_824dup in African-Americans and 
Hispanics; c.3756_3759del in Caucasian and Jews; and c.5503C>T and c.3770_3771del in Asians and 
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Jews. Similarly, common mutations in BRCA2 included c.5946del (6174delT) in whites and Jews; 
c.2808_2811del in whites, African Americans, Asians, Hispanics, and Jews; c.6275_6276del in whites 
and Hispanics; c.3847_3848del in whites and Jews; c.658_659del in African Americans and Hispanics; 
and c.3264dup in Hispanics and Jews. The majority of other common BRCA1 and BRCA2 mutations 
were only common within a single racial/ethnic group, particularly African Americans, Asians, and 
Hispanics. Of note, the vast majority of women who self-identified as Jewish carry the common 
Ashkenazi Jewish founder mutations BRCA1 c.5266dup and c.68_69del and BRCA2 c.5946del. Only 
72 (3.9%) of 1,852 BRCA1 mutation carrier families and 55 (5.6%) of 990 BRCA2 mutation carrier 
families who self-identified as being Jewish carried other (non-founder) mutations. However, since 
many individuals of self-identified Jewish ancestry are only tested for the three common founder 
mutations, this number is likely to be underestimated. 
 
In African Americans, the majority of BRCA1 mutations were not observed in any other racial/ethnic 
group, implying these mutations may be of African origin. In Hispanics, the most common BRCA1 
mutations also were observed among individuals from other regions who did not self-identify as 
Hispanic, including BRCA1 c.3331_3334del (also observed in Australia, Europe, USA, and the UK), 
and BRCA1 c.68_69del (the common Jewish founder mutation) (Weitzel, et al., 2013; Weitzel, et al., 
2005).  The BRCA1 c.815_824dup mutation has been reported as being of African origin, but has also 
been reported as a common mutation in Mexican-Americans, perhaps as a reflection of the complex 
continental admixture of this population (Villarreal-Garza, et al., 2015b). BRCA1 c.390C>A and 
c.5496_5506delinsA were most commonly found in the Asian population. In BRCA2, c.2808_2811del 
was found among the 10 most frequent mutations in all races/ethnicities. 
 
Recurrent Mutations 
As expected, the most common mutations in the entire data set were the common founder mutations 
BRCA1 c.5266dup (5382insC), BRCA1 c.68_69del (185delAG), and BRCA2 c.5946del (6174delT). In 
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part, the high frequency of these mutations is a consequence of panels that facilitate testing for these 
three mutations in women of Jewish descent. However, these two BRCA1 mutations also are relatively 
common in regions with a low proportion of individuals who self-identify as Jewish (e.g., Hungary, 
Czech Republic, France, Germany, Italy, Poland Spain, Russia, and UK). BRCA1 c.5266dup is a 
founder mutation thought to have originated 1800 years ago in Scandinavia/Northern Russia, entering 
the Ashkenazi-Jewish population 400-500 years ago, and thus has origins and a spread pattern 
independent of the Ashkenazim (Hamel, et al., 2011). Haplotype studies have been used to determine 
the origin of BRCA1 c.68_69delAG in populations not considered to have a high proportion of Jewish 
ancestry. In some populations, such as the Hispanics in the USA and Latin American, it is associated 
with the Ashkenazi Jewish haplotype, presumably due to unrecognized (Jewish) ancestry (Ah Mew, et 
al., 2002; Velez, et al., 2012; Weitzel, et al., 2005). In other populations, such as Pakistani and 
Malaysians, where BRCA1 c.68_69del is a common mutation, it appears to have arisen independently, 
as it is carried on a distinct haplotype (Kadalmani, et al., 2007; Rashid, et al., 2006). A different 
haplotype was also reported for several British families (the ‘Yorkshire haplotype’) that is distinct from 
both the Jewish and the Indian-Pakistani haplotypes (Laitman, et al., 2013; Neuhausen, et al., 1996).  
 
The only locations in which these three founder mutations were not commonly observed were Belgium 
and Iceland. Iceland has another common founder mutation (i.e., BRCA2 c.771_775del).  Yet other 
common founder mutations included BRCA1 c.4327C>T and BRCA2 c.8537_8538del in Quebec. This 
latter mutation in BRCA2 also is the most common mutation in high-risk families in Sardinia (Pisano, et 
al., 2000) and was also reported in a few Jewish Yemenite families, with a distinct haplotype(Palomba, 
et al., 2007). The BRCA1 c.181T>G mutation was common in Central Europe (Austria, Czech Republic, 
Germany, Hungary, Italy and Poland), but also observed in the US, Argentina, Latvia, Lithuania and 
Israel. This mutation has been found on a common haplotype in individuals of Polish and Ashkenazi 
Jewish ancestry, suggesting it is an Eastern European founder mutation (Kaufman, et al., 2009).  The 
large rearrangement mutation in BRCA1 c.548-?4185+?del (ex9-12del) appears to be an important 
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founder mutation in Mexico, with findings of a common haplotype and an estimated age at 74 
generations (~1,500 years) (Weitzel, et al., 2013). 
 
We observed a number of other common mutations. BRCA1 c.3331_3334del comprised more than half 
of all mutations identified in Colombia, consistent with a previous report that this is a founder mutation 
in the Colombian population (Torres, et al., 2007). However, this mutation has not been found at high 
rates in a second Colombian population (Cock-Rada, et al., 2017). BRCA2 c.2808_2811del was 
frequently observed, not only as the most common mutation in France and Colombia, but also in other 
Western and Southern European countries, and destinations to which individuals from these countries 
have migrated. It estimated to have arisen approximately 80 (46-134) generations ago. However, due 
to the diversity of the haplotypes, multiple independent origins could not be ruled out (Neuhausen, et 
al., 1998). BRCA2 c.6275_6276del was a common BRCA2 mutation in Australia, the UK, Belgium, 
Spain and the Netherlands, and relatively common throughout North America. This mutation has been 
estimated to have originated 52 (24-98) generations ago from a single founder (Neuhausen, et al., 
1998). Recurrent or founder mutations were common in diverse populations. For example, the 
c.115T>G (Cys39Gly) mutation has been described as being common in Greenlanders (Hansen, et al., 
2009).  The c.2641G >T and c.7934del mutations have both been reported as founder mutation in 
South African Afrikaners (Reeves, et al., 2004).  
 
DISCUSSION  
We have reported worldwide distribution of BRCA1 and BRCA2 mutations curated in the CIMBA 
dataset. These results may aid in the understanding of the mutation distribution in specific populations 
as well as imparting clinical and biological implications for our understanding of BRCA1- and BRCA2-
associated carcinogenesis.  
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Clinical testing for BRCA1 and BRCA2 mutations has benefited substantially from knowledge about 
common mutations in specific populations. In many countries, the three common Ashkenazi-Jewish 
mutations are offered as a mutation testing panel for self-reported Ashkenazim, based on their 
frequency. This approach is much less expensive than comprehensive gene sequencing. The 
identification of commonly-occurring mutations in other populations could lead to more efficient and 
cost-effective mutation testing for BRCA1 and BRCA2.  For example, Villareal-Garza et al. (Villarreal-
Garza, et al., 2015a) have developed the HISPANEL of mutations that optimizes testing in 
Hispanic/Latino populations. In the present study, we have identified mutations that may exist at a 
sufficient prevalence to warrant consideration for population-specific mutation testing panels. Criteria 
for developing such panels for BRCA1 and BRCA2 mutation screening are not available. However, 
mutations that are common in a specific population and that capture a sufficient percentage of 
mutations in high risk individuals and families in that population may be appropriate for use in targeted 
genetic testing. Before such panels can be developed, population-based studies of mutation frequency 
in specific populations should be undertaken. The data reported herein provide a list of the likely 
common mutations around which such panels could be developed, but the frequencies are not 
population-based, particularly in settings where founder mutations are preferentially screened (e.g., the 
common Jewish founder panels). Similarly, putative founder mutations identified by assessing common 
ancestral origins of specific mutations (rather than just high prevalence; Table 5) may form the basis of 
population-specific BRCA1 and BRCA2 mutation screening panels. 
 
We report the distribution of BRCA1 and BRCA2 mutations in nearly 30,000 families of bona-fide 
disease-associated mutations. The strengths of this report include the large sample size that reflects a 
geographically and racially/ethnically diverse set of BRCA1 and BRCA2 mutation carriers. However, 
some limitations need to be considered. First, the sample set presented here does not reflect a 
systematic study of these populations or races/ethnicities; the data reflect patterns of recruitment (e.g., 
individuals with higher risk or prior diagnosis of cancer who consented to participate in research 
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protocols) that contributed to the CIMBA consortium. Certain racial/ethnic or socio-demographic groups 
are under- or over-represented or missing in our data set and, as a consequence, mutations may be 
over- or under-represented. For example, the existence of a commercial panel of three Jewish founder 
mutations enhances genetic testing for those mutations. As a result, the most common mutations in 
some populations (e.g., the USA) reflect the widespread use of this testing panel in the USA population. 
Similar arguments may also apply for other populations, where testing for certain founder mutations 
may be more frequent.  Therefore the relative frequencies of mutations by population in the present 
study may be subject to such testing biases. Comparing the relative frequencies is also complicated by 
the inclusion of related individuals.   
 
Second, although the CIMBA data represent most regions around the world, there are limitations 
related to which groups of individuals have been tested and which centers contributed data. In 
particular, non-white ancestry populations are still under-represented in research reports of mutation 
spectrum and frequency. Genetic testing in the developing world remains limited.  
 
Third, we presented the mutations in terms of type or effect (Table 1), but these designations are not 
always based on experimental evidence. For example, NMD mutation status is almost always defined 
by a prediction rule rather than in vitro experiments that confirm the presence of nonsense mediated 
decay.  
 
Fourth, we presented the occurrence of putative founder mutations. Some of these founder mutations 
(e.g., BRCA1 c.68_69del, BRCA2 c.771_775del) have been demonstrated to be true founder mutations 
based on actual ancestry analyses. Others, however, have only been identified as occurring commonly 
in certain populations, but haplotype or similar analyses of founder status may not have been done.  
 
Page 27 of 114
John Wiley & Sons, Inc.
Human Mutation
1
2
3
4
5
6
7
8
9
10
11
12
13
14
15
16
17
18
19
20
21
22
23
24
25
26
27
28
29
30
31
32
33
34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
For Peer Review
 
 21
Fifth, our analysis was based on self-reported race/ethnicity of study participants, but this information 
may misclassify some groups of individuals. For example, some Middle Eastern groups may have been 
classified as “Caucasian” based on the data available, but in fact may represent a distinct group that 
was not captured here. Moreover, in some large centers participating in CIMBA, collecting information 
on race/ethnicity is prohibited and these mutation carriers were excluded from the comparisons.  
 
Finally, we evaluated mutations by racial/ethnic and geographic designations, but some of these may 
be misclassified. For example, while BRCA1 c.68_69del has been shown to arise independently of the 
common Jewish founder mutation in Pakistan (Rashid, et al., 2006), we cannot determine if the 
identified group also contains some Ashkenazi Jewish individuals. 
 
The data presented herein provide new insights into the worldwide distribution of BRCA1 and BRCA2 
mutations. The identification of common mutations in some racial/ethnic groups or geographical 
locations raises the possibility of defining more efficient strategies for genetic testing. Three common 
Jewish founder mutations BRCA1 c.5266dup (5382insC) and BRCA1 c.68_69del (185delAG) and 
BRCA2 c.5946del (6174delT) have long been used as a primary genetic screening test for women of 
Jewish descent. The identification here of other mutations that are relatively common in specific 
populations may similarly provide the basis for other mutation-specific panels. For example, BRCA1 
c.5266dup (5382insC) may be a useful as a single mutation screening test in Central-Eastern European 
populations before undertaking full sequencing. However, this basic test may be supplemented with 
screening for BRCA1 c.181T>G, as the second most common mutation of the region, and for some 
special cases, to include most common Hungarian BRCA2 founder mutation c.9097dup (9326insA) for 
those with Hungarian ancestry (van der Looij, et al., 2000, Ramus, et al., 1997b). In Iceland, only two 
mutations were reported: the common founder mutation BRCA2 c.771_775del and the rarer BRCA1 
c.5074G>A (Bergthorsson, et al., 1998). A number of other situations can be identified in which specific 
mutations explain a large proportion of the total mutations observed in a population. These and other 
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such examples suggest that targeted mutation testing panels which include specific mutations could be 
developed for use in specific populations. Finally, we focused on female BRCA1 and BRCA2 mutation 
carriers in this report. However, the growing knowledge about BRCA1 and BRCA2-associated cancers 
in men, particularly prostate cancer (Ostrander and Udler, 2008; Pritchard, et al., 2016), suggests that 
the information presented herein will also have value in genetic testing of men. 
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Table 1: Characteristics of BRCA1 and BRCA2 Mutations in the CIMBA Database (by unique mutation) 
 
  
 BRCA1 (N=1,650) BRCA2 (N=1,731) p-value 
 
Designation Definition N % N %  
Mutation  
Type 
 
Large Deletion (DL) 
Genomic DNA deletion  
 (encompassing at least 1 exon) 
130 7.9 34 1.9 <0.0001 
Large Duplication 
(DP) 
Genomic DNA duplication  
 (encompassing at least 1 exon) 
27 1.6 11 0.6 0.010 
Frameshift (FS) 
Deletion or insertion resulting in a disruption of 
the open reading frame 
948 57.5 1,141 65.9 <0.0001 
In-Frame Deletion 
(IFD) 
Small deletions, splice site mutations or large 
genomic rearrangements that result in a 
change in the mRNA but do not change the 
open reading frame 
1 <0.1 2 0.1 0.518 
Missense (MS) Results in an altered amino acid 46 2.8 13 0.8 0.0001 
Nonsense (NS) Point mutation resulting in a stop codon 313 19.0 380 22.0 0.027 
Splice (SP) Results in aberrant RNA splicing 166 10.1 131 7.6 0.013 
Multiple Types 
(including those 
listed above) 
 20 1.1 19 1.1 1.00 
Mutation  
Effect 
 
       
       
No RNA 
Mutation is predicted to abrogate RNA 
production 
21 1.3 6 0.3 0.003 
Premature 
Termination Codon 
(PTC) 
Result of a nonsense substitution, frameshift 
due to small deletion or insertion, aberrant 
splicing, or large genomic rearrangement 
1,331 81.0 1,542 89.0 <0.0001 
Unknown/Other Unknown effect 298 18.0 183 10.6 <0.0001 
Mutation 
Function 
 
       
       
Nonsense-Mediated 
Decay (NMD)* 
(Anczukow, et al., 
2008) 
Mutation is predicted to result in reduced 
transcript level due to decay of RNA and/or 
degradation/instability of truncated proteins 
1,213 73.9 1,523 88.0 <0.0001 
No NMD 
Mutations generating a premature stop codon 
in the first or last exon that is predicted not to 
result in NMD 
58 3.5 16 0.9 <0.0001 
No RNA 
Loss of expression due to deletion of promoter 
and/or transcription start site 
21 1.3 6 0.4 0.003 
Re-Initiation 
Mutations presumed to result in translation re-
initiation but produce unstable protein 
4 0.2 0 0.0 0.294 
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 BRCA1 (N=1,650) BRCA2 (N=1,731) p-value 
 
Designation Definition N % N %  
NMD/Re-initiation 
Mutations presumed to result in translation re-
initiation but produce unstable protein 
60 3.7 0 0.0 -- 
Unknown/Other Unknown function 294 17.8 187 10.7 <0.0001 
 
 
Mutation  
Class 
 
 
1 
 
Mutations predicted to be associated with 
unstable or no protein 
1,298 78.6 1,529 88.3 <0.0001 
2 
Mutations predicted to be associated with 
stable mutant proteins 
112 6.8 36 2.1 <0.0001 
 
3 Unknown function 240 14.6 167 9.6 <0.0001 
   
*References (Anczukow, et al., 2008; Buisson, et al., 2006; Mikaelsdottir, et al., 2004; Perrin-Vidoz, et al., 2002; Ware, et al., 2006) 
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Table 2: Common BRCA1 Mutations by Country of Origin (by family) 
 
 
   
Five Most Common Mutations (Number Observed) 
Conti-
nent 
Country Families 
Unique 
Mutations 
1 2 3 4 5 
Africa Nigeria 20 15 c.303T>G(4) c.191G>A(2) c.3268C>T(2) c.4240dup(1) c.4122_4123del(1) 
 South Africa 49 16 c.2641G>T(18) c.5266dup(7) c.1374del(4) c.68_69del(4) c.3228_3229del(4) 
Asia 
Hong Kong 70 45 c.470_471del(7) c.4372C>T(5) c.2635G>T(4) c.5406+1_5406+3del(4) c.3342_3345del(4) 
Israel 679 7 c.68_69del(510) c.5266dup(151) c.2934T>G(13) c.181T>G(2) c.981_982del(1) 
Korea 158 61 c.390C>A(19) c.5496_5506delinsA(17) c.922_924delinsT(11) c.5030_5033del(9) c.3627dup(8) 
Malaysia 72 47 c.2635G>T(5) c.68_69del (4) c470_471del(3) c.4148C>G(3) c.3770_3771del(3) 
Pakistan 93 45 c.5503C>T(11) c. 3770_3771del(8) c.4508C>A(8) c.66dup(6) c.2269del(1) 
Singapore 28 18 c.2726dup(9) c.2617dup(2) c.2635G>T(2) c.213-12A>G(1) c.3214del(1) 
Turkey 1 1 c.3333del(1) 
    
Australia Australia 581 173 c.68_69del(56)  c.5266dup(45) c.4065_4068del (23)  c.3756_3759del (22) c.5503C>T(16) 
Europe Albania 1 1 c.4225C>T (1)     
Austria 391 115 c.181T>G(51) c.5266dup(46) c.3018_3021del(35) c.1687C>T(26) c.962G>A(17) 
Belgium 166 41 c.2359dup(40) c.212+3A>G(26) c.3661G>T(12)   c.3607C>T(10) c.3841C>T(9) 
Bosnia 1 1 c.4158_4162del(1)   
  
Czech Rep. 208 42 c.5266dup(87) c.3700_3704del(25) c.181T>G(20) c.1687C>T(16) c.3756_3759del(6) 
Denmark 667 101 c.2475del(91) c.3319G>T(81) c.5266dup(41) c.3710del(39) c.c.5213G>A(30) 
        
Finland 57 31 c.3485del(8) c. .4097-2A>G (5) c 5266dup(4) c.1687C>T42) c.4327C>T(3) 
France 1,522 418 c.5266dup(118) c.3481_3491del(70) c.68_69del(63) c.4327C>T(49) 
c.3839_3843delinsA
GGC (40) 
Germany 2,287 381 c.5266dup(411) c.181T>G(196) c.4689C>G(63) c.1687C>T(62) c.3481_3491del(55) 
Greece 208 41 c.5266dup(47) c.5212G>A(29) 
c.5406+644_*8273del(2
4) 
c.5468-285_5592+ 
4019delinsCACAG(23) 
c.5251C>T(13) 
Hungary 235 47 c.5266dup(78) c.181T>G(60) c.68_69del(22) c.5278-?_5406+?del(5) c.5251C>T(4) 
Iceland 3 1 c.5074G>A(3) 
    
        
Ireland 2 2 c.547+1G>T(1) c.427G>T(1)      
Italy 1,120 254 c.5266dup(124) c.181T>G(44) c.190T>C(43) c.1687C>T(39) c.1380dup(37) 
Latvia 100 9 c.5266dup(49) c.4035del(40) c.181T>G(5) c.3756_3759del(1) c.4675G>A(1) 
Lithuania 223 21 c.4035del(112) c.5266dup(58) c.181T>G221) c.1687C>T(5) c5177_5180del(4) 
Netherlands 782 126 
c.5333-36_5406+ 
400del(87) 
c.5277+1G>A(66) c.2685_2686del(60) c.2197_2201del(41) c.5266dup(40) 
Poland 1,064 8 c.5266dup(711) c.181T>G(276) c.4035del(69) 
c.5333-
36_5406+400del(3) 
.68_69del(2) 
Portugal 49 23 c.3331_3334del(15) c.2037delinsCC(7) c.3817C>T(3) c.21A>G(2) c.5266dup(2) 
Romania 1 1 c.5266dup(1)     
Russia 160 10 c.5266dup(135) c.4035del(11) c.68_69del(7) c.5026_5027del(1) c.4185+2T>C(1) 
Spain 678 181 c.211A>G(78) c.68_69del(62) c.5123C>A(61) c.3770_3771del(23) c.3331_3334del(23) 
Sweden 438 108 c.3048_3052dup(68) c.1687C>T(31) c.2475del(27) c.1082_1092del(26) c.5266dup(19) 
UK 1,389 297 c.68_69del(134) c.4065_4068del(104) 
c.4186-?_4357+?dup 
(78) 
c.3756_3759del(62) c.5266dup(60) 
 
 
Page 52 of 114
John Wiley & Sons, Inc.
Human Mutation
1
2
3
4
5
6
7
8
9
10
11
12
13
14
15
16
17
18
19
20
21
22
23
24
25
26
27
28
29
30
31
32
33
34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
For Peer Review
 
Table 2: Common BRCA1 Mutations by Country of Origin (Continued) 
 
 
 
 
Conti-
nent 
Country Families 
Unique 
Mutations 
1 2 3 4 5 
North 
America 
Canada 450 112 c.68_69del(99) c.4327C>T(66) c.5266dup(50) c.2834_2836delinsC(16) 
c.3756_3759del(12) 
 
USA 4,219 613 c.68_69del(1130) c.5266dup(554) c.181T>G(113) c.4065_4068del(58) c.3756_3759(49) 
 Argentina 89 35 c.68_69del(22) c.5266dup(12) c.211A>G(11) c.181T>G(6) c.427G>T(3) 
South/ 
Central 
America 
Brazil 101 39 c.5266dup(31) c.3331_3334del(18) c.135-?_441+?del(4) c.1687C>T(4) c.3916_3917del(3) 
Colombia 55 2 c.3331_3334del(36) c.5123C>A(19) 
   
Mexico 25 15 c.548-?4185+?del(8)  c.68_69del(2) c.824_825ins10(2) c.211A>G(2) c.5030_5033del(1) 
 Peru 1 1 c.4986+6T>C(1)     
 Venezuela 1 1 c.5123C>A(1)     
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Table 3: Common BRCA2 Mutations by Country of Origin (by Family) 
 
 
 
   
Five Most Common Mutations (Number Observed) 
Conti-
nent 
Country Families 
Unique 
Mutations 
1 2 3 4 5 
 Nigeria 12 9 c.1310_1313del(3) c.8817_8820delA(2) c.5241_5242insTA(1) c.2402_2412del(1) c.994del(1) 
Africa South Africa 103 18 c.7934del(80) c.5946del(6) c.6944_6947del(2) c.5213_5216del(1) c.6939del(1) 
Asia 
Hong Kong 91 45 c.3109C>T(22) c.2808_2811del(5) c.7878G>A(5) c.7007G>T(4) c.9294C>G(4) 
Israel 339 5 c.5946del(330) c.8537_8538del(5) c.4936_4939del(2) c.3847_3848del(1) c.6024dup(1) 
Japan 1 1 c.5645C>A(1)     
Korea 220 93 c.7480C>T(40) c.3744_3747del(18) c.1399A>T(16) c.5576_5579del(14) c.6724_6725del(6) 
Malaysia 64 47 c.262_263del(8) c.2808_2811del(3) c.3109C>T(3) c.5073dup(3) c.809C>G(2) 
Pakistan 19 17 c.5222_5225del(3) c.8754+1G>T(1) c.92G>A(1) c.6468_6469del(1) c.2990T>G(1) 
Philippines 1 1 c.2023del(1) 
    
Qatar 1 1 c.7977-1G>C(1)     
Saudi Arabia 1 1 c.473C>A(1)     
Singapore 10 10 c.200_1910-877dup(1) c.2808_2811del(1) c.8961_8964del(1) c.8915del(1) c.956dup(1) 
Australia Australia 496 178 c.5946del(53) c.6275_6276del(25) c.7977-1G>C(11) c.5682C>G(10) c.3487_3848del(10) 
Europe 
Austria 185 87 c.8364G>A(17) c.8755-1G>A(15) c.3860del(11) c.1813dup(8) c.7846del(6)  
Belgium 116 39 c.6275_6276del(17) c.516+1G>T(16) c.8904del(14) c.1389_1390del(9) c.3847_3848del(7)  
Czech 
Republic. 
81 42 c.8537_8538del(12) c.7913_7917del(5) c.5645C>A(4) c.2808_2811del(4) c.9403del(4) 
Denmark 442 101 c.7617+1G>A(61) c.6373del(44) c.1310_1313del (25) c.6486_6489del(25) c.3847_3848del(16) 
Finland 52 16 c.9118-2A>G(18) c.7480C>T(12) c.771_775del(7) c.8327T>G(2) c.1286T>G(2) 
France 997 375 c.2808_2811del(34) c.5946del(27) c.9026_9030del(22) c.8364G>A(22) c.5909C>A(19) 
Germany 1,109 367 c.1813dup(51) c.3847_3848del(34) c.2808_2811del(29) c.5946del(29) c.5682C>G(23) 
Greece 28 22 c.7976G>A(3) c.5722_5723del(2) c.9097dup(2) c.9501+1G>A(2) c.5722_5723del(2) 
Hungary 81 39 c.9097dup(17) c.5946del(11) c. 7913_7917del(4) c.6656C>G(3) c.9403del(3)  
Iceland 89 1 c.771_775del(89) 
    
Ireland 2 2 c.8951C>G(1) c.5576_5579del(1)    
Italy 706 242 c.8878C>T(33) c.6468_6469del(31) c.7180A>T(29) c.5682C>G(25) 
c.8247_8248delGA(1
8) 
Lithuania 26 11 c.658_659del(13) c.3847_3848del(4) c.6580dup(1) c.6410del(1) c.7879A>T(1) 
Netherlands 493 167 c.6275_6276del(38) c.8067T>A(26) c.5946del(25) c.9672dupA(23) c. 5213_5216del (21) 
Norway 2 1 c.771_775del(2) 
    
Poland 23 20 c.5946del(3) c.8946del(2) c. 7913_7917del(1) c.9294C>A(1) c.635_636del(1) 
Portugal 71 22 c.156_157insAlu(39) c.9097dup(5) c.9382C>T(3) c.682-2A>C(2) c.5645G>A(2) 
Romania 1 1 c.9097dup(1) 
    
Russia 3 3 c.3682_3685del(1) c.5410_5411del(1) c.5946del(1) 
  
Spain 670 217 c.3264dup(58) c.2808_2811del(56) c.9026_9030del(52) c.6275_6276del(32) c.9018C>A(16) 
Sweden 123 68 c.4258del(11) c.2830A>T(7) c.1796_1800del(6) c.3847_3848del(6) c.7558C>T5) 
UK 1,200 308 c.6275_6276del(107) c.5946del(66) c.4478_4481del(37) c.755_758del(36) c.5682C>G(33) 
         
North 
America 
Canada 311 108 c.8537_8538del(48) c.5946del(45) c.2808_2811del(13) c.6275_6276del(11) c.5857G>T(10) 
USA 3,064 626 c.5946del(742) c.2808_2811del(86) c.1813dup(62)  c.658_659del(50) c.6275_6276del(49) 
 Argentina 49 21 c.5946del(18) c.2808_2811del(5) c.6037A>T(4) c.9026_9030del(2) c.5645C>G(2) 
 Brazil 47 33 c.2T>G(5) c.2808_2811del(4) c.156_157insAlu(4) c.6405_6409del(3) c.1138del(2) 
South/ 
Central 
Colombia 19 4 c.2808_2811del(15) c.5851_5854del (2) c.6275_6276del(1) c.93G>A(1) 
 
Costa Rica 1 1 c.9235del(1) 
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Five Most Common Mutations (Number Observed) 
Conti-
nent 
Country Families 
Unique 
Mutations 
1 2 3 4 5 
America Honduras 1 1 c.7558C>T(1)     
 Mexico 6 6 c.3264dup (1) c.6275_6276del (1) c.2224C>T (1) c.5542del (1) c.6502G>T (1) 
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Table 4. Ten Most Common Mutations by Self-Identified Race/Ethnicity (N) (by Family) 
 
 
Common 
Mutation Rank 
Caucasian African American Asian Hispanic/Latino Jewish Other 
B
R
C
A
1
 
 
1 c.5266dup(1962) c.815_824dup(28) c.390C>A(21) c.68_69del(48) c.68_69del(1341) c.5266dup(535) 
2 c.181T>G (696) c.5324T>G (13) c.5496_5506delinsA (17) c.3331_3334del(41) c.5266dup(439) c.68_69del(268) 
3 c.68_69del(625) c.5177_5180del(9) c.470_471del(14) c.5123C>A(37) c.3756_3759del(5) c.181T>G(208) 
4 c.4035del(275) c.4357+1G>A(8) c.5503C>T(13) c.548-?_4185+?del(30) c.1757del(5) 
c.5333-
36_5406+400del(93) 
5 c.4065_4068del(202) c.190T>G(6) c.922_924delinsT(13) c.211A>G(20) c.2934T>G(3) c.3481_3491del(91) 
6 c.3756_3759del(185) c.68_69del(6) c.68_69del(13) c.815_824del(13) c.5503C>T(2) c.1687C>T (91) 
7 c.1687C>T(183) c.5467+1G>A(6) c.3770_3771del(12) c.2433del(11) c.4185+1G>T(2) c.4065_4068del(69) 
8 c.4327C>T(176) c.182G>A(5) c.2635G>T(12) c.1960A>T(11) c.4689C>G(2) c.5277+1G>A (68) 
9 c.2475del(171) c.5251C>T(4) c.2726dup(12) c.3029_3030del(10) c.3770_3771del(2) c.2685_2686del(68) 
10 
c.4186-
?_4357+?dup(158) 
c.4484G>T(4) c.3627dup(11) c.4327C>T(9) c.4936del(2) 
c.4327C>T(66) 
Families 11,258 174 550 408 1,852 4,583 
Unique Mutations 1,206 77 240 104 56 765 
        
B
R
C
A
2
 
1 c.5946del(332) c.2808_2811del(8) c.7480C>T(42) c.3264dup(36) c.5946del(935) c.5946del(128) 
2 c.6275_6276del(245) c.4552del(8) c.3109C>T(30) c.2808_2811del(19) c.3847_3848del(4) c.6275_6276del(89) 
3 c.2808_2811del(223) c.9382C>T(6) c.3744_3747del(19) c.145G>T(11) c.1754del(4) c.2808_2811del(64) 
4 c.771_775del(119) c.1310_1313del(5) c.1399A>T(18) c.9026_9030del(6) c.9382C>T(3) c.1813dup(63) 
5 c.3847_3848del(119) c.5616_5620del(5) c.5576_5579del(15) c.658_659del(6) c.5621_5624del(2) c.5645C>A(50) 
6 c.5682C>G(114)  c.6405_6409del(4) c.2808_2811del(13) c.5542del(6) c.2808_2811del(2)) c.1310_1313del(46) 
7 c.1813dup(107) c.658_659del(4) c.7878G>A(10) c.3922G>T(6) c.4829_4830del(2) c.3847_3848del(40) 
8 c.8537_8538del(94) c.2957_2958insG(3) c.262_263del(8) c.1813dup(4) c.5238del(2) c.5682C>G(31) 
9 c.658_659del(91) c.7024C>T(2) c.7133C>G(7) c.9699_9702del(4) c.9207T>A(1) c.9672dup(28) 
10 c.7934del(89) c.6531_6534del(2) c.5164_5165del(7) c.6275_6276del(4)  c.3264dup(1) c.658_659del(28) 
Families 7,156 125 538 207 990 2,551 
Unique Mutations 1,242 77 248 91 44 753 
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 1 
 
 
Table 5. Ten Most Common Mutations by Continent of Ascertainment (N) (by Family) 
 North America Africa Asia 
South/Central 
America 
Europe 
Australia 
 
       
B
R
C
A
1
 
 
1 c.68_69del(1229) c.2641G>T(18) c.68_69del(516) c.3331_3334del(54) c.5266dup(2046) c.68_69del(56) 
2 c.5266dup(604) c.5266dup(7) c.5266dup(151) c.5266dup(44) c.181T>G(761) c.5266dup(45) 
3 c.181T>G(117) c.1374del(4) c.390C>A(19) c.68_69del(25) c.68_69del(413) c.4065_4068del(23) 
4 c.4327C>T(114) c.68_69del(4) c.5496_5506delinsA(17) c.5123C>A(23) c.4035del(273) c.3756_3759del(22) 
5 c.4065_4068del(62) c.3228_3229del(4) c.5503C>T(13) c.211A>G(14) c.1687C>T(219) c.5503C>T(16) 
6 c.3756_3759del(61) c.303T>G(4) c.2934T>G(13) c.181T>G(8) c.4065_4068del(185) c.4186-?_4357+?dup(15) 
7 c.213-11T>G(45) c.4838_4839insC(2) c.3770_3771del(12) 
c.548-
?_4183+8?del(8) 
c.3481_3491del(167) c.4327C>T(13) 
8 c.1687C>T(44) c.3268C>T(2) c.2726dup(12) c.1687C>T(5) c.2475del(162) c.5278-?_5592+?del (11) 
9 
c.4186-
?4357+?dup(43) 
c.1504_1508del(2)  c.470_471del(11) 
c.135-
?_441+?del(4) 
c.3756_3759del(155) c.70_80del(11) 
10 c.1175_1214del(42) c.191G>A(2) c.922_924delinsT(11) c.5030_5033del(4) c.3770_3704del(128) c.1961del(10) 
Families 4,669 69 1,100 271 11,748 581 
Unique Mutations 654 30 187 75 1282 173 
B
R
C
A
2
 
 
1 
 
c.5946del(787) 
 
c.7934del(80) 
 
c.5946del(330) 
 
c.2808_2811del(24) 
 
c.6275_6276del(241) 
 
c.5946del(53) 
2 c.2808_2811del(99) c.5946del(6) c.7480C>T(40) c.5946del(19) c.5946del(182)  c.6275_6276del(25) 
3 c.8537_8538del(74) c.1310_1313del(3) c.3109C>T(25) c.2T>G(5) c.2808_2811del(181). c.7977-1G>C(11) 
4 c.1813dup(67) c.6944_6947del(2) c.3744_3747del(18) c.156_157insAlu(4) 771_775del(119) c.5682C>G(10) 
5 c.6275_6276del(60) c.8817_8820del(2) c.1399A>T(16) c.6037A>T(4) c.3847_3848del(100) c.3847_3848del(10) 
6 c.3847_3848del(51) c.5213_5216del(1) c.5576_5579del(15) c.6405_6409del(3) c.1813dup(97) c.2808_2811del(10) 
7 c.658_659del(50) c.6535_6536insA(1) c.2808_2811del(9) c.5645C>G(2) c.5682C>G(97) c.755_758del(10) 
8 c.9382C>T(41) c.774_775del(1) c.262_263del(8) c.658_659del(2) c.1310_1313del(92) c.4478_4481del(9) 
9 c.3264dup(40) c.6393del(1) c.8537_8538del(7) c.7180A>T(2) c.5645C>A(78) c.8297del(9) 
10 c.55073dup(37) c.5042_5043del(1) c.7878G>A(6) c.5851_5854del(2) c.9026_9030del(76) c.250C>T(9) 
Families 3,375 170 976 222 10,175 1,047 
Unique Mutations 660 27 187 58 1,315 179 
Page 57 of 114
John Wiley & Sons, Inc.
Human Mutation
1
2
3
4
5
6
7
8
9
10
11
12
13
14
15
16
17
18
19
20
21
22
23
24
25
26
27
28
29
30
31
32
33
34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
For Peer Review
 
 2 
 
Page 58 of 114
John Wiley & Sons, Inc.
Human Mutation
1
2
3
4
5
6
7
8
9
10
11
12
13
14
15
16
17
18
19
20
21
22
23
24
25
26
27
28
29
30
31
32
33
34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
For Peer Review
  
 
 
Figure 1:Proportion of Mutations in the Breast Cancer Cluster Regions (BCCR) and Ovarian Cancer Cluster 
Region (OCCR) in BRCA1 and BRCA2 by Ethnicity as defined previously(Rebbeck, et al., 2015).  Asterisk 
indicates proportion is significantly different than Caucasian proportion (p-value<0.05).  
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Figure 2: BRCA1 Mutation Distribution in African American, Asian, and Hispanic.  Length of mutation 
indicator reflects the number of observed mutations. Domains are Zinc/Ring finger (green); BRCT domain 
(red); BRCT (C terminus) (blue).  Mutation type is indicated for each mutation by color: green: missense 
mutations; black: truncating mutations (nonsense, nonstop, frameshift deletion, frameshift insertion, splice 
site, in-frame mutations); purple: all other types of mutations.  
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Figure 3: BRCA2 Mutation Distribution in African American, Asian, and Hispanic CIMBA Sample (per 
family).  Length of mutation indicator reflects the number of observed mutations. Domains are BRCA repeats 
(green); BRCA helica (red); OB binding domain (blue); tower (yellow) and OB3 binding domain 
(purple).  Mutation type is indicated for each mutation by color: green: missense mutations; black: 
truncating mutations (nonsense, nonstop, frameshift deletion, frameshift insertion, splice site, in-frame 
mutations); purple: all other types of mutations.  
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Gene HGVS	  Designation Mutation	  
Type
Mutation	  
Function
Mutation	  
Effect
Mutation	  
Class
Number	  of	  
Families	  Observed
BRCA1 c.(671_4096)ins(300) ins unknown Unknown 3 1
BRCA1 c.[5243_5277+2788del;5277+2916_5277+2946
delinsGG]
DL Unknown Unknown 3 1
BRCA1 c.1008dup FS NMD PTC 1 1
BRCA1 c.101_105del FS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.1012A>T NS NMD PTC 1 4
BRCA1 c.1016_1017insC FS NMD PTC 1 1
BRCA1 c.1016del FS NMD PTC 1 9
BRCA1 c.1016dup FS NMD PTC 1 62
BRCA1 c.1017_1018insA FS NMD PTC 1 1
BRCA1 c.1018del FS NMD PTC 1 14
BRCA1 c.102del FS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.1039_1040del FS NMD PTC 1 3
BRCA1 c.1044_1045insTCAC FS NMD PTC 1 1
BRCA1 c.1044_1047del FS NMD PTC 1 1
BRCA1 c.1045G>T NS NMD PTC 1 1
BRCA1 c.1049_1050del FS NMD PTC 1 1
BRCA1 c.1054del FS NMD PTC 1 1
BRCA1 c.1054G>T NS NMD PTC 1 4
BRCA1 c.1058G>A NS NMD PTC 1 3
BRCA1 c.1059G>A NS NMD PTC 1 2
BRCA1 c.1066C>T NS NMD PTC 1 11
BRCA1 c.1067del FS NMD PTC 1 12
BRCA1 c.1068_1077del FS NMD PTC 1 1
BRCA1 c.1072del FS NMD PTC 1 2
BRCA1 c.1080C>A NS NMD PTC 1 2
BRCA1 c.1082_1092del FS NMD PTC 1 36
BRCA1 c.1082C>G NS NMD PTC 1 4
BRCA1 c.1086_1087del FS NMD PTC 1 3
BRCA1 c.1086_1141del FS NMD PTC 1 1
BRCA1 c.1088del FS NMD PTC 1 33
BRCA1 c.1091del FS NMD PTC 1 1
BRCA1 c.1101_1102insC FS NMD PTC 1 1
BRCA1 c.1102G>T NS NMD PTC 1 1
BRCA1 c.1104del FS NMD PTC 1 1
BRCA1 c.1105dup FS NMD PTC 1 2
BRCA1 c.1115G>A NS NMD PTC 1 3
BRCA1 c.1116G>A NS NMD PTC 1 5
BRCA1 c.112_113del FS NMD	  /	  Re-­‐initiationPTC 1 4
BRCA1 c.1121_1123delinsT FS NMD PTC 1 9
BRCA1 c.1121del FS NMD PTC 1 18
BRCA1 c.1125_1132del FS NMD PTC 1 1
BRCA1 c.1127del FS NMD PTC 1 8
BRCA1 c.1129dup FS NMD PTC 1 1
BRCA1 c.1138C>T NS NMD PTC 1 1
BRCA1 c.1140del FS NMD PTC 1 1
BRCA1 c.1141A>T NS NMD PTC 1 1
BRCA1 c.1148_1149del FS NMD PTC 1 1
BRCA1 c.1150G>T NS NMD PTC 1 2
BRCA1 c.1152dup FS NMD PTC 1 1
BRCA1 c.115T>A MS MS MS 2 3
BRCA1 c.115T>C MS MS MS 2 9
BRCA1 c.115T>G MS MS MS 2 27
BRCA1 c.1165del FS NMD PTC 1 2
BRCA1 c.116G>A MS MS MS 2 10
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BRCA1 c.116G>T MS MS MS 2 1
BRCA1 c.117_118del FS NMD	  /	  Re-­‐initiationPTC 1 11
BRCA1 c.1171G>T NS NMD PTC 1 1
BRCA1 c.1174del FS NMD PTC 1 1
BRCA1 c.1175_1214del FS NMD PTC 1 63
BRCA1 c.1179_1180insT FS NMD PTC 1 1
BRCA1 c.117T>G MS MS MS 2 1
BRCA1 c.1190del FS NMD PTC 1 1
BRCA1 c.1204del FS NMD PTC 1 2
BRCA1 c.1204G>T NS NMD PTC 1 2
BRCA1 c.1209_1210del FS NMD PTC 1 1
BRCA1 c.1209dup FS NMD PTC 1 1
BRCA1 c.1210_1211insCT FS NMD PTC 1 1
BRCA1 c.1222A>T NS NMD PTC 1 1
BRCA1 c.1227_1230dup FS NMD PTC 1 1
BRCA1 c.122A>G MS MS MS 2 2
BRCA1 c.1232_1233del FS NMD PTC 1 1
BRCA1 c.1241dup FS NMD PTC 1 1
BRCA1 c.124del FS NMD	  /	  Re-­‐initiationPTC 1 18
BRCA1 c.1251_1252delinsA FS NMD PTC 1 1
BRCA1 c.1252dup FS NMD PTC 1 1
BRCA1 c.1252G>T NS NMD PTC 1 5
BRCA1 c.1255del FS NMD PTC 1 1
BRCA1 c.1257del FS NMD PTC 1 1
BRCA1 c.1261G>T NS NMD PTC 1 2
BRCA1 c.1266T>G NS NMD PTC 1 7
BRCA1 c.1273dup FS NMD PTC 1 2
BRCA1 c.1277C>A NS NMD PTC 1 1
BRCA1 c.1277C>G NS NMD PTC 1 2
BRCA1 c.1287dup FS NMD PTC 1 14
BRCA1 c.1292dup FS NMD PTC 1 26
BRCA1 c.1292T>G NS NMD PTC 1 4
BRCA1 c.1297del FS NMD PTC 1 3
BRCA1 c.130del FS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.130T>A MS MS MS 2 24
BRCA1 c.1319del FS NMD PTC 1 3
BRCA1 c.131G>A MS MS MS 2 3
BRCA1 c.131G>T MS MS MS 2 14
BRCA1 c.1323_1324del FS NMD PTC 1 1
BRCA1 c.1326T>A NS NMD PTC 1 4
BRCA1 c.1327_1345del FS NMD PTC 1 1
BRCA1 c.132C>T S Unknown Unknown 3 2
BRCA1 c.133_134+3delinsT FS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.133_134del S NMD	  /	  Re-­‐initiationPTC 1 2
BRCA1 c.1333del FS NMD PTC 1 1
BRCA1 c.1333G>T NS NMD PTC 1 3
BRCA1 c.1335_1336del FS NMD PTC 1 2
BRCA1 c.1336del FS NMD PTC 1 1
BRCA1 c.1338dup FS unknown Unknown 3 2
BRCA1 c.134+1G>A S NMD	  /	  Re-­‐initiationPTC 1 2
BRCA1 c.134+1G>T S Unknown Unknown 3 1
BRCA1 c.134+2del S Unknown Unknown 3 1
BRCA1 c.134+2T>C S Unknown Unknown 3 2
BRCA1 c.134+2T>G S Unknown Unknown 3 1
BRCA1 c.134+3_134+6del S NMD	  /	  Re-­‐initiationPTC 1 3
BRCA1 c.134+3A>C S NMD	  /	  Re-­‐initiationPTC 1 8
BRCA1 c.1340_1341insG FS NMD PTC 1 4
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BRCA1 c.1347del FS NMD PTC 1 1
BRCA1 c.135-­‐?_212+?del DL Unknown Unknown 3 11
BRCA1 c.135-­‐?_301+?del DL Unknown Unknown 3 1
BRCA1 c.135-­‐?_4185+?del DL Unknown Unknown 3 1
BRCA1 c.135-­‐?_441+?del DL Unknown Unknown 3 15
BRCA1 c.135-­‐?_441+?dup DP Unknown Unknown 3 2
BRCA1 c.135-­‐?_4484+?del DL Unknown Unknown 3 3
BRCA1 c.135-­‐?_547+?del DL Unknown Unknown 3 2
BRCA1 c.135-­‐?_547+?dup DP Unknown Unknown 3 1
BRCA1 c.135-­‐?_5592+?del DL Unknown Unknown 3 1
BRCA1 c.135-­‐?_670+?del DL Unknown Unknown 3 3
BRCA1 c.135-­‐1004_441+1609del DL Unknown Unknown 3 1
BRCA1 c.135-­‐1206_441+1607del DL NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.135-­‐1G>C S Unknown Unknown 3 6
BRCA1 c.135-­‐1G>T S IFD IFD 2 19
BRCA1 c.135-­‐2A>G S Unknown Unknown 3 2
BRCA1 c.1352C>A NS NMD PTC 1 2
BRCA1 c.135-­‐485_4484+1054del DL Unknown Unknown 3 1
BRCA1 c.1354del FS NMD PTC 1 1
BRCA1 c.1356del FS NMD PTC 1 2
BRCA1 c.1360_1361del FS NMD PTC 1 27
BRCA1 c.1371del FS NMD PTC 1 8
BRCA1 c.1374del FS NMD PTC 1 5
BRCA1 c.1375A>T NS NMD PTC 1 1
BRCA1 c.1378dup FS NMD PTC 1 1
BRCA1 c.1379del FS NMD PTC 1 1
BRCA1 c.1380dup FS NMD PTC 1 40
BRCA1 c.1386del FS NMD PTC 1 1
BRCA1 c.1390del FS NMD PTC 1 1
BRCA1 c.1390dup FS NMD PTC 1 1
BRCA1 c.1392del FS NMD PTC 1 1
BRCA1 c.1393_1394ins(10) FS NMD PTC 1 1
BRCA1 c.139T>A MS MS MS 2 1
BRCA1 c.140_141insT FS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.1403del FS NMD PTC 1 1
BRCA1 c.1405del FS NMD PTC 1 1
BRCA1 c.1407_1408del FS NMD PTC 1 3
BRCA1 c.140G>A MS MS MS 2 10
BRCA1 c.140G>T MS MS MS 2 6
BRCA1 c.1412dup FS NMD PTC 1 1
BRCA1 c.1421T>G NS NMD PTC 1 1
BRCA1 c.1428_1437del FS NMD PTC 1 1
BRCA1 c.1439dup FS NMD PTC 1 1
BRCA1 c.143del FS NMD	  /	  Re-­‐initiationPTC 1 8
BRCA1 c.1440_1441insA FS NMD PTC 1 2
BRCA1 c.1444_1447del FS NMD PTC 1 4
BRCA1 c.1444del FS NMD PTC 1 1
BRCA1 c.144del FS NMD	  /	  Re-­‐initiationPTC 1 2
BRCA1 c.1450G>T NS NMD PTC 1 2
BRCA1 c.1465G>T NS NMD PTC 1 2
BRCA1 c.1471C>T NS NMD PTC 1 9
BRCA1 c.1480C>T NS NMD PTC 1 14
BRCA1 c.1483_1498del FS NMD PTC 1 4
BRCA1 c.1488del FS NMD PTC 1 1
BRCA1 c.1492del FS NMD PTC 1 1
BRCA1 c.1499del FS NMD PTC 1 1
BRCA1 c.1504_1507del FS NMD PTC 1 4
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BRCA1 c.1504_1508del FS NMD PTC 1 52
BRCA1 c.1505_1509del FS NMD PTC 1 12
BRCA1 c.1505T>G NS NMD PTC 1 2
BRCA1 c.1508del FS NMD PTC 1 4
BRCA1 c.150del FS NMD PTC 1 1
BRCA1 c.1510del FS NMD PTC 1 4
BRCA1 c.1511dup FS NMD PTC 1 3
BRCA1 c.1512dup FS NMD PTC 1 3
BRCA1 c.1513_1514insT FS NMD PTC 1 1
BRCA1 c.1513A>T NS NMD PTC 1 2
BRCA1 c.1523del FS NMD PTC 1 4
BRCA1 c.1529C>A NS NMD PTC 1 1
BRCA1 c.1529C>G NS NMD PTC 1 9
BRCA1 c.1530del FS NMD PTC 1 2
BRCA1 c.1551del FS NMD PTC 1 2
BRCA1 c.1556del FS NMD PTC 1 47
BRCA1 c.1575del FS NMD PTC 1 1
BRCA1 c.1576C>T NS NMD PTC 1 3
BRCA1 c.1579_1580del FS NMD PTC 1 1
BRCA1 c.1600C>T NS NMD PTC 1 4
BRCA1 c.1601_1602del FS NMD PTC 1 2
BRCA1 c.1601dup FS NMD PTC 1 1
BRCA1 c.1604_1612delins(13) FS NMD PTC 1 1
BRCA1 c.160C>T NS NMD PTC 1 4
BRCA1 c.1612C>T NS NMD PTC 1 6
BRCA1 c.1616_1625del FS NMD PTC 1 1
BRCA1 c.1618G>T NS NMD PTC 1 1
BRCA1 c.1621C>T NS NMD PTC 1 25
BRCA1 c.1623dup FS NMD PTC 1 1
BRCA1 c.1630C>T NS NMD PTC 1 4
BRCA1 c.1637_1685delinsGAAAG FS NMD PTC 1 1
BRCA1 c.1642_1643del FS NMD PTC 1 1
BRCA1 c.1642_1650delins(2) FS NMD PTC 1 1
BRCA1 c.1649del FS NMD PTC 1 1
BRCA1 c.1651_1652insC FS NMD PTC 1 4
BRCA1 c.1669del FS NMD PTC 1 3
BRCA1 c.1673_1674del FS NMD PTC 1 2
BRCA1 c.1674del FS NMD PTC 1 13
BRCA1 c.1687C>T NS NMD PTC 1 273
BRCA1 c.1693G>T NS NMD PTC 1 1
BRCA1 c.1713_1717del FS NMD PTC 1 3
BRCA1 c.1714G>T NS NMD PTC 1 2
BRCA1 c.1716del FS NMD PTC 1 2
BRCA1 c.171del FS NMD	  /	  Re-­‐initiationPTC 1 3
BRCA1 c.171dup FS NMD PTC 1 1
BRCA1 c.1723G>T NS NMD PTC 1 1
BRCA1 c.1729G>T NS NMD PTC 1 3
BRCA1 c.1733_1734del FS NMD PTC 1 1
BRCA1 c.1747A>T NS NMD PTC 1 2
BRCA1 c.1757del FS NMD PTC 1 12
BRCA1 c.1762dup FS NMD PTC 1 1
BRCA1 c.176C>A NS NMD PTC 1 1
BRCA1 c.1772del FS NMD PTC 1 5
BRCA1 c.1779_1785del FS NMD PTC 1 1
BRCA1 c.178C>T NS NMD	  /	  Re-­‐initiationPTC 1 10
BRCA1 c.1793T>A NS NMD PTC 1 4
BRCA1 c.1793T>A/G NS NMD PTC 1 2
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BRCA1 c.1793T>G NS NMD PTC 1 2
BRCA1 c.1795_1798del FS NMD PTC 1 1
BRCA1 c.179dup FS NMD PTC 1 1
BRCA1 c.1803del FS NMD PTC 1 1
BRCA1 c.1805del FS NMD PTC 1 2
BRCA1 c.1808C>G NS NMD PTC 1 1
BRCA1 c.1812del FS NMD PTC 1 2
BRCA1 c.1819A>T NS NMD PTC 1 3
BRCA1 c.181T>A MS MS MS 2 2
BRCA1 c.181T>C MS MS MS 2 7
BRCA1 c.181T>G MS MS MS 2 897
BRCA1 c.182_183del FS NMD PTC 1 1
BRCA1 c.182_183insGCGC FS NMD PTC 1 1
BRCA1 c.1820_1823del FS NMD PTC 1 1
BRCA1 c.1823_1826del FS NMD PTC 1 25
BRCA1 c.1823del FS NMD PTC 1 1
BRCA1 c.182G>A MS MS MS 2 6
BRCA1 c.1831del FS NMD PTC 1 2
BRCA1 c.1840A>T NS NMD PTC 1 2
BRCA1 c.1844_1845insG FS NMD PTC 1 1
BRCA1 c.1860del FS NMD PTC 1 2
BRCA1 c.1870G>T NS NMD PTC 1 2
BRCA1 c.1874_1877dup FS NMD PTC 1 39
BRCA1 c.1878_1879insTAGT FS NMD PTC 1 1
BRCA1 c.1881_1884del FS NMD PTC 1 10
BRCA1 c.1885del FS NMD PTC 1 1
BRCA1 c.1887_1900dup FS NMD PTC 1 3
BRCA1 c.188T>A NS NMD PTC 1 3
BRCA1 c.188T>A/G NS NMD PTC 1 1
BRCA1 c.1892dup FS NMD PTC 1 16
BRCA1 c.1893_1894insT FS NMD PTC 1 5
BRCA1 c.1898del FS NMD PTC 1 1
BRCA1 c.-­‐19-­‐?_5592+?del DL Unknown Unknown 3 10
BRCA1 c.-­‐19-­‐?_80+?del DL Unknown Unknown 3 10
BRCA1 c.-­‐19-­‐?_80+?dup DP Unknown Unknown 3 3
BRCA1 c.19_47del FS NMD	  /	  Re-­‐initiationPTC 1 4
BRCA1 c.1905_1909del FS NMD PTC 1 1
BRCA1 c.1906del FS NMD PTC 1 1
BRCA1 c.1908_1911del FS NMD PTC 1 1
BRCA1 c.190T>C MS MS MS 2 53
BRCA1 c.190T>G S NMD	  /	  Re-­‐initiationPTC 1 9
BRCA1 c.1912del FS NMD PTC 1 7
BRCA1 c.1912G>T NS NMD PTC 1 1
BRCA1 c.1916T>A NS NMD PTC 1 13
BRCA1 c.1918C>T NS NMD PTC 1 3
BRCA1 c.191G>A MS MS MS 2 53
BRCA1 c.1921dup FS NMD PTC 1 2
BRCA1 c.-­‐19-­‐2A>G S Unknown Unknown 3 1
BRCA1 c.192T>G MS MS MS 2 1
BRCA1 c.1930del FS NMD PTC 1 1
BRCA1 c.1936del FS NMD PTC 1 1
BRCA1 c.1938_1945del FS NMD PTC 1 1
BRCA1 c.1938_1947del FS NMD PTC 1 3
BRCA1 c.1942G>T NS NMD PTC 1 1
BRCA1 c.1945G>T NS NMD PTC 1 1
BRCA1 c.1949_1950del FS NMD PTC 1 2
BRCA1 c.1949_1952del FS NMD PTC 1 1
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BRCA1 c.-­‐19-­‐49_80+248delinsU77841.1:g.2145_2536 DL No	  RNA No	  RNA 1 1
BRCA1 c.1952del FS NMD PTC 1 1
BRCA1 c.1952dup FS NMD PTC 1 3
BRCA1 c.1953_1956del FS NMD PTC 1 32
BRCA1 c.1953del FS NMD PTC 1 1
BRCA1 c.1953dup FS NMD PTC 1 3
BRCA1 c.1958_1961del FS NMD PTC 1 1
BRCA1 c.195del FS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.1960A>T NS NMD PTC 1 11
BRCA1 c.1961del FS NMD PTC 1 78
BRCA1 c.1961dup FS NMD PTC 1 29
BRCA1 c.1962dup FS unknown Unknown 3 1
BRCA1 c.1963_1964insG FS NMD PTC 1 1
BRCA1 c.1965C>A NS NMD PTC 1 1
BRCA1 c.1969C>T NS NMD PTC 1 1
BRCA1 c.1972del FS NMD PTC 1 1
BRCA1 c.1978del FS NMD PTC 1 1
BRCA1 c.1996del FS NMD PTC 1 2
BRCA1 c.1A>G MS/? Re-­‐initiation MS 1 17
BRCA1 c.-­‐20+330_80+1609del2534 DL Unknown Unknown 3 1
BRCA1 c.-­‐200-­‐?_80+?del36935 DL No	  RNA No	  RNA 1 1
BRCA1 c.2001dup FS NMD PTC 1 2
BRCA1 c.2012dup FS NMD PTC 1 4
BRCA1 c.2014A>T NS NMD PTC 1 1
BRCA1 c.2017G>T NS NMD PTC 1 2
BRCA1 c.2019del FS NMD PTC 1 30
BRCA1 c.202dup FS NMD PTC 1 1
BRCA1 c.2035A>T NS NMD PTC 1 30
BRCA1 c.2037delinsCC FS NMD PTC 1 9
BRCA1 c.2043dup FS NMD PTC 1 9
BRCA1 c.2059C>T NS NMD PTC 1 1
BRCA1 c.2063_2066del FS NMD PTC 1 1
BRCA1 c.2066_2069del FS NMD PTC 1 2
BRCA1 c.2068A>T NS NMD PTC 1 1
BRCA1 c.2070_2071del FS NMD PTC 1 1
BRCA1 c.2071del FS NMD PTC 1 32
BRCA1 c.2074del FS NMD PTC 1 2
BRCA1 c.2077_2078insTA FS NMD PTC 1 3
BRCA1 c.2077delinsATA FS NMD PTC 1 1
BRCA1 c.2078_2079insTA FS NMD PTC 1 1
BRCA1 c.2080dup FS NMD PTC 1 1
BRCA1 c.2086_2089del FS NMD PTC 1 1
BRCA1 c.2086dup FS NMD PTC 1 1
BRCA1 c.2090dup FS NMD PTC 1 2
BRCA1 c.2105del FS NMD PTC 1 1
BRCA1 c.2105dup FS NMD PTC 1 5
BRCA1 c.2110_2111del FS NMD PTC 1 2
BRCA1 c.2112_2131dup FS NMD PTC 1 1
BRCA1 c.211A>G S NMD	  /	  Re-­‐initiationPTC 1 128
BRCA1 c.211del FS NMD	  /	  Re-­‐initiationPTC 1 9
BRCA1 c.212+1G>A S Unknown Unknown 3 33
BRCA1 c.212+1G>C S Unknown Unknown 3 1
BRCA1 c.212+1G>T S NMD	  /	  Re-­‐initiationPTC 1 17
BRCA1 c.212+2T>C S Unknown Unknown 3 3
BRCA1 c.212+3A>G S NMD	  /	  Re-­‐initiationPTC 1 56
BRCA1 c.2125_2126insA FS NMD PTC 1 15
BRCA1 c.2125_2126insAGT FS NMD PTC 1 1
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BRCA1 c.2126_2127del FS NMD PTC 1 2
BRCA1 c.2127_2128insGA FS NMD PTC 1 1
BRCA1 c.2127del FS NMD PTC 1 1
BRCA1 c.212G>A S NMD	  /	  Re-­‐initiationPTC 1 3
BRCA1 c.212G>C S? Unknown Unknown 3 2
BRCA1 c.212G>T S? Unknown Unknown 3 1
BRCA1 c.213-­‐?_441+?del DL Unknown Unknown 3 1
BRCA1 c.2131_2132del FS NMD PTC 1 1
BRCA1 c.213-­‐11T>G S NMD	  /	  Re-­‐initiationPTC 1 62
BRCA1 c.213-­‐12A>G S NMD	  /	  Re-­‐initiationPTC 1 30
BRCA1 c.213-­‐15A>G S NMD PTC 1 1
BRCA1 c.213-­‐1G>A S Unknown Unknown 3 3
BRCA1 c.213-­‐2A>C S Unknown Unknown 3 4
BRCA1 c.213-­‐2A>G S NMD	  /	  Re-­‐initiationPTC 1 5
BRCA1 c.2135_2136del FS NMD PTC 1 1
BRCA1 c.2138_2139dup FS NMD PTC 1 1
BRCA1 c.2138C>A NS NMD PTC 1 4
BRCA1 c.2138C>G NS NMD PTC 1 6
BRCA1 c.2142_2144delinsAG FS NMD PTC 1 1
BRCA1 c.2142del FS NMD PTC 1 1
BRCA1 c.2149G>T NS NMD PTC 1 1
BRCA1 c.2155_2168del FS NMD PTC 1 1
BRCA1 c.2155_2221dup FS NMD PTC 1 1
BRCA1 c.2155A>T NS NMD PTC 1 1
BRCA1 c.2157_2160del FS NMD PTC 1 1
BRCA1 c.2157dup FS NMD PTC 1 1
BRCA1 c.2158G>T NS NMD PTC 1 2
BRCA1 c.2161_2162insG FS NMD PTC 1 1
BRCA1 c.2176_2177del FS NMD PTC 1 2
BRCA1 c.2185_2189del FS NMD PTC 1 1
BRCA1 c.2188_2195delinsAAAAAGG FS NMD PTC 1 1
BRCA1 c.2188_2201del FS NMD PTC 1 1
BRCA1 c.2192_2196del FS NMD PTC 1 1
BRCA1 c.2193del FS NMD PTC 1 1
BRCA1 c.2194delinsAA FS NMD PTC 1 2
BRCA1 c.2194G>T NS NMD PTC 1 2
BRCA1 c.2197_2201del FS NMD PTC 1 55
BRCA1 c.2197G>T NS NMD PTC 1 2
BRCA1 c.2198dup FS NMD PTC 1 1
BRCA1 c.2199del FS NMD PTC 1 4
BRCA1 c.22_50del FS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.2202dup FS NMD PTC 1 1
BRCA1 c.2205del FS NMD PTC 1 1
BRCA1 c.220C>T NS NMD	  /	  Re-­‐initiationPTC 1 15
BRCA1 c.2210_2211del FS NMD PTC 1 4
BRCA1 c.2210del FS NMD PTC 1 3
BRCA1 c.2211dup FS NMD PTC 1 1
BRCA1 c.2212_2215del FS NMD PTC 1 2
BRCA1 c.2213_2214dup FS NMD PTC 1 2
BRCA1 c.2214_2218delinsAAA FS NMD PTC 1 2
BRCA1 c.2214dup FS NMD PTC 1 1
BRCA1 c.2215_2216insCT FS NMD PTC 1 1
BRCA1 c.2215A>T NS NMD PTC 1 3
BRCA1 c.2216_2217del FS NMD PTC 1 3
BRCA1 c.2217dup FS NMD PTC 1 5
BRCA1 c.2218del FS NMD PTC 1 1
BRCA1 c.2222_2223del FS NMD PTC 1 1
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BRCA1 c.2223dup FS NMD PTC 1 1
BRCA1 c.2241del FS NMD PTC 1 4
BRCA1 c.2241dup FS NMD PTC 1 1
BRCA1 c.2242_2251del FS NMD PTC 1 2
BRCA1 c.2253_2254del FS NMD PTC 1 3
BRCA1 c.2255T>A/G NS NMD PTC 1 1
BRCA1 c.2263del FS NMD PTC 1 1
BRCA1 c.2263G>T NS NMD PTC 1 10
BRCA1 c.2269del FS NMD PTC 1 39
BRCA1 c.2273del FS NMD PTC 1 1
BRCA1 c.2283_2284del FS NMD PTC 1 1
BRCA1 c.2292_2310dup FS NMD PTC 1 2
BRCA1 c.2293G>T NS NMD PTC 1 1
BRCA1 c.2296_2297del FS NMD PTC 1 12
BRCA1 c.2298dup FS NMD PTC 1 1
BRCA1 c.2299del FS NMD PTC 1 1
BRCA1 c.2307_2313del FS NMD PTC 1 1
BRCA1 c.2309C>A NS NMD PTC 1 17
BRCA1 c.2309C>G NS NMD PTC 1 7
BRCA1 c.2311_2312insC FS NMD PTC 1 1
BRCA1 c.2314_2315del FS NMD PTC 1 1
BRCA1 c.-­‐232-­‐?_134+?del DL No	  RNA No	  RNA 1 11
BRCA1 c.-­‐232-­‐?_-­‐19+?del DL No	  RNA No	  RNA 1 2
BRCA1 c.-­‐232-­‐?_4096+?del DL No	  RNA No	  RNA 1 1
BRCA1 c.-­‐232-­‐?_4185+?del DL No	  RNA No	  RNA 1 10
BRCA1 c.-­‐232-­‐?_4357+?del DL No	  RNA No	  RNA 1 6
BRCA1 c.-­‐232-­‐?_4357+?del(;)4987-­‐?_5277+?del DL No	  RNA No	  RNA 1 1
BRCA1 c.-­‐232-­‐?_441+?del DL No	  RNA No	  RNA 1 12
BRCA1 c.-­‐232-­‐?_4484+?del DL No	  RNA No	  RNA 1 3
BRCA1 c.-­‐232-­‐?_5074+?del DL No	  RNA No	  RNA 1 25
BRCA1 c.-­‐232-­‐?_5193+?del DL No	  RNA No	  RNA 1 1
BRCA1 c.-­‐232-­‐?_5277+?del DL No	  RNA No	  RNA 1 1
BRCA1 c.-­‐232-­‐?_5332+?del DL No	  RNA No	  RNA 1 1
BRCA1 c.-­‐232-­‐?_5406+?del DL No	  RNA No	  RNA 1 1
BRCA1 c.-­‐232-­‐?_5406+?dup DP Unknown Unknown 3 1
BRCA1 c.-­‐232-­‐?_5467+?del DL No	  RNA No	  RNA 1 22
BRCA1 c.-­‐232-­‐?_5592+?del DL No	  RNA No	  RNA 1 19
BRCA1 c.-­‐232-­‐?_80+?del DL No	  RNA No	  RNA 1 103
BRCA1 c.-­‐232-­‐?_80+?dup DP Unknown Unknown 3 1
BRCA1 c.2322del FS NMD PTC 1 1
BRCA1 c.-­‐232-­‐31433_80+4171del DL No	  RNA No	  RNA 1 4
BRCA1 c.2329del FS NMD PTC 1 1
BRCA1 c.232del FS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.2331T>G NS NMD PTC 1 1
BRCA1 c.2338C>T NS NMD PTC 1 64
BRCA1 c.2340_2343del FS NMD PTC 1 2
BRCA1 c.2346dup FS NMD PTC 1 1
BRCA1 c.2350_2351del FS NMD PTC 1 3
BRCA1 c.2354T>A NS NMD PTC 1 2
BRCA1 c.2355dup FS NMD PTC 1 1
BRCA1 c.2357del FS NMD PTC 1 3
BRCA1 c.2359dup FS NMD PTC 1 47
BRCA1 c.2361del FS NMD PTC 1 1
BRCA1 c.2368_2369del FS NMD PTC 1 1
BRCA1 c.237del FS NMD	  /	  Re-­‐initiationPTC 1 2
BRCA1 c.2386_2387delinsT FS NMD PTC 1 1
BRCA1 c.2386dup FS NMD PTC 1 1
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BRCA1 c.2389_2390del FS NMD PTC 1 5
BRCA1 c.2389G>T NS NMD PTC 1 8
BRCA1 c.239_241delinsTT FS NMD PTC 1 1
BRCA1 c.2396del FS NMD PTC 1 1
BRCA1 c.2398_2411del FS NMD PTC 1 1
BRCA1 c.2403T>A NS NMD PTC 1 2
BRCA1 c.2405_2406del FS NMD PTC 1 20
BRCA1 c.2406_2409del FS NMD PTC 1 1
BRCA1 c.2410C>T NS NMD PTC 1 5
BRCA1 c.2411_2412del FS NMD PTC 1 54
BRCA1 c.2411del FS NMD PTC 1 1
BRCA1 c.2418del FS NMD PTC 1 1
BRCA1 c.2418dup FS NMD PTC 1 1
BRCA1 c.241C>T NS NMD	  /	  Re-­‐initiationPTC 1 5
BRCA1 c.2424del FS NMD PTC 1 1
BRCA1 c.2429del FS NMD PTC 1 4
BRCA1 c.2429dup FS NMD PTC 1 1
BRCA1 c.2433del FS NMD PTC 1 15
BRCA1 c.2434A>T NS NMD PTC 1 1
BRCA1 c.2437G>T NS NMD PTC 1 2
BRCA1 c.2442_2443insT FS NMD PTC 1 1
BRCA1 c.2445_2448del FS NMD PTC 1 2
BRCA1 c.2457del FS NMD PTC 1 37
BRCA1 c.246del FS NMD	  /	  Re-­‐initiationPTC 1 4
BRCA1 c.2473del FS NMD PTC 1 1
BRCA1 c.2474dup FS NMD PTC 1 2
BRCA1 c.2475del FS NMD PTC 1 206
BRCA1 c.2476del FS NMD PTC 1 9
BRCA1 c.2477_2478del FS NMD PTC 1 2
BRCA1 c.2477_2492delinsTG FS NMD PTC 1 1
BRCA1 c.2481del FS NMD PTC 1 1
BRCA1 c.2487_2488insCCCCT FS NMD PTC 1 1
BRCA1 c.2487del FS NMD PTC 1 3
BRCA1 c.2487dup FS NMD PTC 1 8
BRCA1 c.2488_2497dup FS NMD PTC 1 1
BRCA1 c.2489_2492del FS NMD PTC 1 1
BRCA1 c.2490_2497dup FS NMD PTC 1 1
BRCA1 c.2501del FS NMD PTC 1 1
BRCA1 c.2504_2505ins(17) FS NMD PTC 1 2
BRCA1 c.2507_2508del FS NMD PTC 1 2
BRCA1 c.250G>T NS NMD	  /	  Re-­‐initiationPTC 1 2
BRCA1 c.2515del FS NMD PTC 1 8
BRCA1 c.2517_2518del FS NMD PTC 1 1
BRCA1 c.2518del FS NMD PTC 1 1
BRCA1 c.2524dup FS NMD PTC 1 3
BRCA1 c.2524G>T NS NMD PTC 1 1
BRCA1 c.2529_2530del FS NMD PTC 1 1
BRCA1 c.2532_2536del FS NMD PTC 1 1
BRCA1 c.2536G>T NS NMD PTC 1 1
BRCA1 c.2538_2540delinsG FS NMD PTC 1 1
BRCA1 c.2542_2545del FS NMD PTC 1 1
BRCA1 c.2545G>T NS NMD PTC 1 1
BRCA1 c.2551G>T NS NMD PTC 1 1
BRCA1 c.2552_2553del FS NMD PTC 1 1
BRCA1 c.2552_2553dup FS NMD PTC 1 1
BRCA1 c.2558dup FS NMD PTC 1 1
BRCA1 c.2560_2561dup FS NMD PTC 1 12
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BRCA1 c.2561_2565del FS NMD PTC 1 6
BRCA1 c.2562_2563insGC FS NMD PTC 1 1
BRCA1 c.2563C>T NS NMD PTC 1 4
BRCA1 c.2568T>G NS NMD PTC 1 2
BRCA1 c.2572C>T NS NMD PTC 1 5
BRCA1 c.2577_2578insTT FS NMD PTC 1 1
BRCA1 c.2586_2593del FS NMD PTC 1 1
BRCA1 c.2587del FS NMD PTC 1 2
BRCA1 c.2594del FS NMD PTC 1 1
BRCA1 c.2599C>T NS NMD PTC 1 1
BRCA1 c.2603C>G NS NMD PTC 1 14
BRCA1 c.260T>A NS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.2611_2612del FS NMD PTC 1 1
BRCA1 c.2612_2613insT FS NMD PTC 1 13
BRCA1 c.2612delinsTT FS NMD PTC 1 7
BRCA1 c.2617del FS NMD PTC 1 1
BRCA1 c.2617dup FS NMD PTC 1 2
BRCA1 c.2635G>T NS NMD PTC 1 12
BRCA1 c.2637del FS NMD PTC 1 1
BRCA1 c.2641G>T NS NMD PTC 1 22
BRCA1 c.2643del FS NMD PTC 1 3
BRCA1 c.2646_2648del FS NMD PTC 1 6
BRCA1 c.2648_2649insGGCA FS NMD PTC 1 1
BRCA1 c.2649_2650del FS NMD PTC 1 1
BRCA1 c.2649_2650insGGCA FS NMD PTC 1 1
BRCA1 c.2652dup FS NMD PTC 1 1
BRCA1 c.2657_2658del FS NMD PTC 1 4
BRCA1 c.2659dup FS NMD PTC 1 1
BRCA1 c.2670del FS NMD PTC 1 2
BRCA1 c.2675T>G NS NMD PTC 1 1
BRCA1 c.2678dup FS NMD PTC 1 1
BRCA1 c.2679_2682del FS NMD PTC 1 30
BRCA1 c.2681_2682del FS NMD PTC 1 83
BRCA1 c.2682del FS NMD PTC 1 1
BRCA1 c.2683_2686del FS NMD PTC 1 1
BRCA1 c.2683C>T NS NMD PTC 1 3
BRCA1 c.2685_2686del FS NMD PTC 1 78
BRCA1 c.2686dup FS NMD PTC 1 1
BRCA1 c.2687_2693del FS NMD PTC 1 3
BRCA1 c.269_281del FS NMD PTC 1 1
BRCA1 c.2694del FS NMD PTC 1 1
BRCA1 c.2694dup FS NMD PTC 1 2
BRCA1 c.2702_2703del FS NMD PTC 1 3
BRCA1 c.2704del FS NMD PTC 1 1
BRCA1 c.2706_2707dup FS NMD PTC 1 2
BRCA1 c.2709_2710del FS NMD PTC 1 1
BRCA1 c.2709del FS NMD PTC 1 1
BRCA1 c.2710G>T NS NMD PTC 1 1
BRCA1 c.2713C>T NS NMD PTC 1 3
BRCA1 c.2719_2722del FS NMD PTC 1 4
BRCA1 c.2719del FS NMD PTC 1 1
BRCA1 c.2719G>T NS NMD PTC 1 1
BRCA1 c.2722G>T NS NMD PTC 1 54
BRCA1 c.2726_2730del FS NMD PTC 1 1
BRCA1 c.2726dup FS NMD PTC 1 12
BRCA1 c.2727_2730del FS NMD PTC 1 20
BRCA1 c.2728del FS NMD PTC 1 1
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BRCA1 c.2740G>T NS NMD PTC 1 1
BRCA1 c.2749dup FS NMD PTC 1 1
BRCA1 c.2750del FS NMD PTC 1 2
BRCA1 c.2751del FS NMD PTC 1 1
BRCA1 c.2753_2755delinsCA FS NMD PTC 1 1
BRCA1 c.2761C>T NS NMD PTC 1 3
BRCA1 c.2762del FS NMD PTC 1 1
BRCA1 c.2764_2767del FS NMD PTC 1 2
BRCA1 c.2766del FS NMD PTC 1 2
BRCA1 c.2776_2777del FS NMD PTC 1 1
BRCA1 c.2776_2777insTA FS NMD PTC 1 1
BRCA1 c.2778dup FS NMD PTC 1 1
BRCA1 c.2787_2788insTTATCACTGCAGGCTTT FS NMD PTC 1 1
BRCA1 c.2800C>T NS NMD PTC 1 6
BRCA1 c.2805dup FS NMD PTC 1 2
BRCA1 c.2806_2809del FS NMD PTC 1 5
BRCA1 c.2808_2811del FS NMD PTC 1 1
BRCA1 c.280C>T NS NMD	  /	  Re-­‐initiationPTC 1 3
BRCA1 c.2814del FS NMD PTC 1 4
BRCA1 c.2823del FS NMD PTC 1 1
BRCA1 c.2834_2836delinsC FS NMD PTC 1 23
BRCA1 c.2835dup FS NMD PTC 1 1
BRCA1 c.2836_2837del FS NMD PTC 1 1
BRCA1 c.2840_2841del FS NMD PTC 1 2
BRCA1 c.2843del FS NMD PTC 1 1
BRCA1 c.2850_2851insC FS NMD PTC 1 1
BRCA1 c.2850dup FS NMD PTC 1 1
BRCA1 c.2856_2857del FS NMD PTC 1 1
BRCA1 c.2861dup FS NMD PTC 1 1
BRCA1 c.2864C>A NS NMD PTC 1 11
BRCA1 c.2864C>G NS NMD PTC 1 1
BRCA1 c.2866_2870del FS NMD PTC 1 2
BRCA1 c.2868del FS NMD PTC 1 2
BRCA1 c.2869C>T NS NMD PTC 1 1
BRCA1 c.2875del FS NMD PTC 1 1
BRCA1 c.2878_2879del FS NMD PTC 1 1
BRCA1 c.288_292delins(7) FS NMD PTC 1 2
BRCA1 c.2882del FS NMD PTC 1 1
BRCA1 c.2887del FS NMD PTC 1 3
BRCA1 c.2890G>T NS NMD PTC 1 2
BRCA1 c.2898del FS NMD PTC 1 2
BRCA1 c.290_291del FS NMD	  /	  Re-­‐initiationPTC 1 2
BRCA1 c.2901_2902dup FS NMD PTC 1 5
BRCA1 c.2903_2904insTC FS NMD PTC 1 1
BRCA1 c.2906_2908delinsCT FS NMD PTC 1 1
BRCA1 c.2906del FS NMD PTC 1 1
BRCA1 c.2914G>T NS NMD PTC 1 1
BRCA1 c.2921T>A NS NMD PTC 1 11
BRCA1 c.2923C>T NS NMD PTC 1 12
BRCA1 c.2934T>G NS NMD PTC 1 31
BRCA1 c.2940del FS NMD PTC 1 2
BRCA1 c.2951_2952del FS NMD PTC 1 1
BRCA1 c.2952del FS NMD PTC 1 2
BRCA1 c.2952dup FS NMD PTC 1 2
BRCA1 c.2954_2958delins(3) FS NMD PTC 1 1
BRCA1 c.2959A>T NS NMD PTC 1 1
BRCA1 c.2960dup FS NMD PTC 1 5
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BRCA1 c.2963C>A NS NMD PTC 1 3
BRCA1 c.2970del FS NMD PTC 1 1
BRCA1 c.2971A>T NS NMD PTC 1 1
BRCA1 c.2973_2979del FS NMD PTC 1 2
BRCA1 c.2980del FS NMD PTC 1 1
BRCA1 c.2981_2982del FS NMD PTC 1 2
BRCA1 c.2981del FS NMD PTC 1 1
BRCA1 c.2989_2990dup FS NMD PTC 1 21
BRCA1 c.2990del FS NMD PTC 1 1
BRCA1 c.2995_2996delinsTA NS NMD PTC 1 4
BRCA1 c.2999del FS NMD PTC 1 5
BRCA1 c.2T>C MS Unknown Unknown 3 1
BRCA1 c.3001G>T NS NMD PTC 1 3
BRCA1 c.3005del FS NMD PTC 1 33
BRCA1 c.3008_3009del FS NMD PTC 1 11
BRCA1 c.301+1G>A S Unknown Unknown 3 1
BRCA1 c.301+1G>C S Unknown Unknown 3 1
BRCA1 c.3010G>T NS NMD PTC 1 1
BRCA1 c.3013del FS NMD PTC 1 5
BRCA1 c.3018_3021del FS NMD PTC 1 69
BRCA1 c.302-­‐?_593+?del DL NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.3020_3023del FS NMD PTC 1 1
BRCA1 c.3020C>A/G NS NMD PTC 1 1
BRCA1 c.3020C>G NS NMD PTC 1 1
BRCA1 c.302-­‐1G>A S Unknown Unknown 3 11
BRCA1 c.302-­‐1G>T S Unknown Unknown 3 2
BRCA1 c.302-­‐2A>C S Unknown Unknown 3 4
BRCA1 c.302-­‐2A>G S Unknown Unknown 3 1
BRCA1 c.302-­‐2del S Unknown Unknown 3 22
BRCA1 c.302-­‐3C>G S NMD	  /	  Re-­‐initiationPTC 1 4
BRCA1 c.3024dup FS NMD PTC 1 1
BRCA1 c.3029_3030del FS NMD PTC 1 10
BRCA1 c.3037_3038del FS NMD PTC 1 2
BRCA1 c.303T>A NS/S? Unknown Unknown 3 2
BRCA1 c.303T>G NS/S? Unknown Unknown 3 9
BRCA1 c.3044dup FS NMD PTC 1 1
BRCA1 c.3048_3052dup FS NMD PTC 1 87
BRCA1 c.3049_3050ins(7) FS NMD PTC 1 1
BRCA1 c.3049G>T NS NMD PTC 1 4
BRCA1 c.3052_3053ins(5) FS NMD PTC 1 5
BRCA1 c.3053_3054insTGAGA FS NMD PTC 1 19
BRCA1 c.3066del FS NMD PTC 1 2
BRCA1
c.3075_3076insGGAAAACTTTGAGGAACATTCA
ATGTCACCTGAAAGAGAAATGGGAAATGAGATC
ATTCCAAGTACAGTGAGCACA
FS NMD PTC 1 1
BRCA1 c.3076_3077ins(76) FS NMD PTC 1 1
BRCA1 c.3084_3094del FS NMD PTC 1 4
BRCA1 c.3087_3100dup FS NMD PTC 1 1
BRCA1 c.3097G>T NS NMD PTC 1 2
BRCA1 c.3108dup FS NMD PTC 1 15
BRCA1 c.3109_3110insT FS NMD PTC 1 4
BRCA1 c.310del FS NMD	  /	  Re-­‐initiationPTC 1 3
BRCA1 c.3112G>T NS NMD PTC 1 4
BRCA1 c.3114_3117delinsGA FS NMD PTC 1 1
BRCA1 c.3115del FS NMD PTC 1 2
BRCA1 c.3117_3120del FS NMD PTC 1 1
BRCA1 c.3122C>G NS NMD PTC 1 1
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BRCA1 c.3129_3138del FS NMD PTC 1 1
BRCA1 c.3143del FS NMD PTC 1 1
BRCA1 c.3145del FS NMD PTC 1 1
BRCA1 c.3150_3208dup FS NMD PTC 1 1
BRCA1 c.3155del FS NMD PTC 1 3
BRCA1 c.3168del FS NMD PTC 1 1
BRCA1 c.3174del FS NMD PTC 1 1
BRCA1 c.3178G>T NS NMD PTC 1 13
BRCA1 c.3182del FS NMD PTC 1 1
BRCA1 c.3193dup FS NMD PTC 1 8
BRCA1 c.3194_3195insG FS NMD PTC 1 1
BRCA1 c.3203_3206del FS NMD PTC 1 1
BRCA1 c.3205del FS NMD PTC 1 2
BRCA1 c.3210dup FS NMD PTC 1 1
BRCA1 c.3211_3212dup FS NMD PTC 1 1
BRCA1 c.3214del FS NMD PTC 1 1
BRCA1 c.3217_3218del FS NMD PTC 1 1
BRCA1 c.321del FS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.3226del FS NMD PTC 1 1
BRCA1 c.3228_3229del FS NMD PTC 1 60
BRCA1 c.3239T>A NS NMD PTC 1 5
BRCA1 c.3243_3288dup FS NMD PTC 1 2
BRCA1 c.3253dup FS NMD PTC 1 6
BRCA1 c.3254_3255dup FS NMD PTC 1 6
BRCA1 c.3256_3257insGA FS NMD PTC 1 8
BRCA1 c.3257T>A NS NMD PTC 1 2
BRCA1 c.3257T>G NS NMD PTC 1 19
BRCA1 c.3258del FS NMD PTC 1 1
BRCA1 c.3262_3277del FS NMD PTC 1 1
BRCA1 c.3262del FS NMD PTC 1 1
BRCA1 c.3266del FS NMD PTC 1 1
BRCA1 c.3266T>A NS NMD PTC 1 1
BRCA1 c.3268C>T NS NMD PTC 1 3
BRCA1 c.3279del FS NMD PTC 1 1
BRCA1 c.3282T>G NS NMD PTC 1 2
BRCA1 c.3285del FS NMD PTC 1 16
BRCA1 c.3286C>T NS NMD PTC 1 2
BRCA1 c.3288_3289del FS NMD PTC 1 2
BRCA1 c.3289dup FS NMD PTC 1 1
BRCA1 c.3296del FS NMD PTC 1 9
BRCA1 c.329del FS NMD	  /	  Re-­‐initiationPTC 1 4
BRCA1 c.329dup FS NMD	  /	  Re-­‐initiationPTC 1 18
BRCA1 c.330_331insA FS NMD PTC 1 1
BRCA1 c.3308_3309insC FS NMD PTC 1 1
BRCA1 c.3309T>A FS NMD PTC 1 1
BRCA1 c.3314del FS NMD PTC 1 1
BRCA1 c.3319G>T NS NMD PTC 1 85
BRCA1 c.331del FS NMD PTC 1 1
BRCA1 c.3326_3329del FS NMD PTC 1 5
BRCA1 c.3329_3330del FS NMD PTC 1 1
BRCA1 c.3329del FS NMD PTC 1 2
BRCA1 c.3329dup FS NMD PTC 1 2
BRCA1 c.3330del FS NMD PTC 1 1
BRCA1 c.3331_3334del FS NMD PTC 1 189
BRCA1 c.3331_3335del FS NMD PTC 1 2
BRCA1 c.3331C>T NS NMD PTC 1 3
BRCA1 c.3331del FS NMD PTC 1 3
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BRCA1 c.3333_3336del FS NMD PTC 1 2
BRCA1 c.3333del FS NMD PTC 1 6
BRCA1 c.3339_3341del FS NMD PTC 1 3
BRCA1 c.3339T>G NS NMD PTC 1 2
BRCA1 c.3340G>T NS NMD PTC 1 1
BRCA1 c.3342_3345del FS NMD PTC 1 5
BRCA1 c.3343del FS NMD PTC 1 2
BRCA1 c.3351dup FS NMD PTC 1 3
BRCA1 c.3352C>T NS NMD PTC 1 1
BRCA1 c.3354_3355del FS NMD PTC 1 2
BRCA1 c.3358_3359del FS NMD PTC 1 8
BRCA1 c.3359_3360del FS NMD PTC 1 7
BRCA1 c.335del FS NMD PTC 1 1
BRCA1 c.3360dup FS NMD PTC 1 1
BRCA1 c.3362del FS NMD PTC 1 1
BRCA1 c.3365_3366del FS NMD PTC 1 1
BRCA1 c.3373dup FS NMD PTC 1 2
BRCA1 c.3375_3376del FS NMD PTC 1 3
BRCA1 c.3377del FS NMD PTC 1 1
BRCA1 c.3381T>G NS NMD PTC 1 1
BRCA1 c.3384_3391del FS NMD PTC 1 1
BRCA1 c.3388_3408delins(16) FS NMD PTC 1 1
BRCA1 c.3388del FS NMD PTC 1 1
BRCA1 c.3389C>G NS NMD PTC 1 1
BRCA1 c.3390del FS NMD PTC 1 3
BRCA1 c.3395del FS NMD PTC 1 1
BRCA1 c.3396del FS NMD PTC 1 1
BRCA1 c.3397_3398del FS NMD PTC 1 1
BRCA1 c.3398T>G NS NMD PTC 1 3
BRCA1 c.3400G>T NS NMD PTC 1 48
BRCA1 c.3403C>T NS NMD PTC 1 11
BRCA1 c.3412G>T NS NMD PTC 1 1
BRCA1 c.3413dup FS NMD PTC 1 2
BRCA1 c.3416_3427delinsC FS NMD PTC 1 1
BRCA1 c.3417del FS NMD PTC 1 1
BRCA1 c.3428delinsTA FS NMD PTC 1 1
BRCA1 c.342del FS NMD PTC 1 1
BRCA1 c.3430C>T NS NMD PTC 1 1
BRCA1 c.3442del FS NMD PTC 1 4
BRCA1 c.3461T>G NS NMD PTC 1 1
BRCA1 c.3462dup FS NMD PTC 1 1
BRCA1 c.3477_3479delinsC FS NMD PTC 1 5
BRCA1 c.3477_3480del FS NMD PTC 1 29
BRCA1 c.3478_3479del FS NMD PTC 1 1
BRCA1 c.3479_3483del FS NMD PTC 1 1
BRCA1 c.3481_3491del FS NMD PTC 1 203
BRCA1 c.3482_3492del FS NMD PTC 1 1
BRCA1 c.3485_3488del FS NMD PTC 1 2
BRCA1 c.3485_3491del FS NMD PTC 1 1
BRCA1 c.3485del FS NMD PTC 1 77
BRCA1 c.3489_3499del FS NMD PTC 1 1
BRCA1 c.3494_3495del FS NMD PTC 1 1
BRCA1 c.3498del FS NMD PTC 1 1
BRCA1 c.34C>T NS NMD	  /	  Re-­‐initiationPTC 1 18
BRCA1 c.3504_3505insA FS NMD PTC 1 1
BRCA1 c.3511A>T NS NMD PTC 1 1
BRCA1 c.3512del FS NMD PTC 1 1
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BRCA1 c.3514G>T NS NMD PTC 1 7
BRCA1 c.3531del FS NMD PTC 1 1
BRCA1 c.3534del FS NMD PTC 1 2
BRCA1 c.3541_3542del FS NMD PTC 1 1
BRCA1 c.3541del FS NMD PTC 1 1
BRCA1 c.3544C>T NS NMD PTC 1 2
BRCA1 c.3549_3550delinsT FS NMD PTC 1 10
BRCA1 c.3553G>T NS NMD PTC 1 1
BRCA1 c.355A>T NS NMD PTC 1 2
BRCA1 c.3564dup FS NMD PTC 1 1
BRCA1 c.357_358delinsT FS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.3571del FS NMD PTC 1 1
BRCA1 c.3578dup FS NMD PTC 1 4
BRCA1 c.3580del FS NMD PTC 1 1
BRCA1 c.3582_3589del FS NMD PTC 1 3
BRCA1 c.3583_3590del FS NMD PTC 1 3
BRCA1 c.3583del FS NMD PTC 1 1
BRCA1 c.3586dup FS NMD PTC 1 1
BRCA1 c.3587dup FS NMD PTC 1 1
BRCA1 c.3593T>A NS NMD PTC 1 1
BRCA1 c.3596_3602del FS NMD PTC 1 2
BRCA1 c.3598C>T NS NMD PTC 1 34
BRCA1 c.36_39del FS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.3604del FS NMD PTC 1 1
BRCA1 c.3605dup FS NMD PTC 1 1
BRCA1 c.3607C>T NS NMD PTC 1 109
BRCA1 c.3612del FS NMD PTC 1 9
BRCA1 c.361dup FS NMD PTC 1 1
BRCA1 c.3624del FS NMD PTC 1 1
BRCA1 c.3624dup FS NMD PTC 1 1
BRCA1 c.3625_3626insA FS NMD PTC 1 2
BRCA1 c.3626del FS NMD PTC 1 13
BRCA1 c.3626T>G NS NMD PTC 1 3
BRCA1 c.3627dup FS NMD PTC 1 39
BRCA1 c.3628del FS NMD PTC 1 1
BRCA1 c.3629dup FS NMD PTC 1 3
BRCA1 c.363_364del FS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.3640G>T NS NMD PTC 1 1
BRCA1 c.3642_3643del FS NMD PTC 1 1
BRCA1 c.3648dup FS NMD PTC 1 8
BRCA1 c.3649_3650insA FS NMD PTC 1 6
BRCA1 c.3651dup FS NMD PTC 1 1
BRCA1 c.3661G>T NS NMD PTC 1 23
BRCA1 c.3664G>T NS NMD PTC 1 5
BRCA1 c.3668_3671dup FS NMD PTC 1 23
BRCA1 c.3669del FS NMD PTC 1 1
BRCA1 c.3672del FS NMD PTC 1 2
BRCA1 c.3675C>A NS NMD PTC 1 1
BRCA1 c.3679C>T NS NMD PTC 1 2
BRCA1 c.3683del FS NMD PTC 1 1
BRCA1 c.3689T>G NS NMD PTC 1 10
BRCA1 c.3693dup FS NMD PTC 1 1
BRCA1 c.3695del FS NMD PTC 1 2
BRCA1 c.3700_3704del FS NMD PTC 1 157
BRCA1 c.3704_3707del FS NMD PTC 1 1
BRCA1 c.3704del FS NMD PTC 1 1
BRCA1 c.3706_3707del FS NMD PTC 1 2
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BRCA1 c.3710del FS NMD PTC 1 48
BRCA1 c.3718C>T NS NMD PTC 1 17
BRCA1 c.3729_3730insGACACTTGTTATTTGGTAAAGTA
AACAATATACCTTCTCAGTCTACTAGG
FS NMD PTC 1 3
BRCA1 c.372del FS NMD PTC 1 1
BRCA1 c.3731_3738del FS NMD PTC 1 1
BRCA1 c.3731_3743del FS NMD PTC 1 1
BRCA1 c.3736del FS NMD PTC 1 1
BRCA1 c.3748G>T NS NMD PTC 1 79
BRCA1 c.375_376insT FS NMD PTC 1 1
BRCA1 c.3750del FS NMD PTC 1 2
BRCA1 c.3753T>A NS NMD PTC 1 2
BRCA1 c.3756_3757del FS NMD PTC 1 3
BRCA1 c.3756_3759del FS NMD PTC 1 240
BRCA1 c.3756_3760del FS NMD PTC 1 1
BRCA1 c.3759_3760del FS NMD PTC 1 6
BRCA1 c.3759dup FS NMD PTC 1 6
BRCA1 c.3760_3761insT FS NMD PTC 1 3
BRCA1 c.3761_3762insTT FS NMD PTC 1 2
BRCA1 c.3762_3763del FS NMD PTC 1 1
BRCA1 c.3764dup FS NMD PTC 1 5
BRCA1 c.3765del FS NMD PTC 1 1
BRCA1 c.3767_3768del FS NMD PTC 1 6
BRCA1 c.3770_3771del FS NMD PTC 1 79
BRCA1 c.3774_3775del FS NMD PTC 1 1
BRCA1 c.3779del FS NMD PTC 1 5
BRCA1 c.3782del FS NMD PTC 1 1
BRCA1 c.3785C>A NS NMD PTC 1 2
BRCA1 c.3794del FS NMD PTC 1 1
BRCA1 c.3810C>A NS NMD PTC 1 1
BRCA1 c.3814_3815insT FS NMD PTC 1 1
BRCA1 c.3817C>T NS NMD PTC 1 10
BRCA1 c.3820del FS NMD PTC 1 2
BRCA1 c.3820dup FS NMD PTC 1 8
BRCA1 c.3821dup FS NMD PTC 1 1
BRCA1 c.3837_3840del FS NMD PTC 1 1
BRCA1 c.3839_3843del FS NMD PTC 1 1
BRCA1 c.3839_3843delinsAGGC FS NMD PTC 1 48
BRCA1 c.3840_3850del FS NMD PTC 1 1
BRCA1 c.3841C>T NS NMD PTC 1 38
BRCA1 c.3844del FS NMD PTC 1 1
BRCA1 c.385_386delinsC FS NMD PTC 1 1
BRCA1 c.3851_3852dup FS NMD PTC 1 1
BRCA1 c.3856del FS NMD PTC 1 1
BRCA1 c.3858_3861del FS NMD PTC 1 4
BRCA1 c.3862G>T NS NMD PTC 1 3
BRCA1 c.3868A>T NS NMD PTC 1 1
BRCA1 c.3869_3870del FS NMD PTC 1 8
BRCA1 c.3874del FS NMD PTC 1 18
BRCA1 c.3885del FS NMD PTC 1 1
BRCA1 c.3893C>A NS NMD PTC 1 3
BRCA1 c.3895C>T NS NMD PTC 1 1
BRCA1 c.3901_3902del FS NMD PTC 1 7
BRCA1 c.3904G>T NS NMD PTC 1 9
BRCA1 c.3907_3908delinsGGA FS NMD PTC 1 2
BRCA1 c.3908_3909dup FS NMD PTC 1 1
BRCA1 c.390C>A NS NMD PTC 1 23
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BRCA1 c.390C>G NS NMD PTC 1 1
BRCA1 c.3910del FS NMD PTC 1 4
BRCA1 c.3914del FS NMD PTC 1 3
BRCA1 c.3916_3917del FS NMD PTC 1 20
BRCA1 c.3917del FS NMD PTC 1 1
BRCA1 c.391A>T NS NMD PTC 1 1
BRCA1 c.3921_4357+1203del DL Unknown Unknown 3 1
BRCA1 c.3926del FS NMD PTC 1 2
BRCA1 c.3928dup FS NMD PTC 1 1
BRCA1 c.3931_3934del FS NMD PTC 1 4
BRCA1 c.3937C>T NS NMD PTC 1 20
BRCA1 c.3947_3950del FS NMD PTC 1 3
BRCA1 c.3952_3955del FS NMD PTC 1 1
BRCA1 c.3959del FS NMD PTC 1 1
BRCA1 c.3961del FS NMD PTC 1 1
BRCA1 c.3967C>T NS NMD PTC 1 8
BRCA1 c.3967del FS NMD PTC 1 2
BRCA1 c.3968_3971del FS NMD PTC 1 1
BRCA1 c.3972_3974delinsAA FS NMD PTC 1 1
BRCA1 c.3973del FS NMD PTC 1 1
BRCA1 c.3981del FS NMD PTC 1 1
BRCA1 c.3985_3987delinsTTTC FS NMD PTC 1 1
BRCA1 c.3990_3993del FS NMD PTC 1 1
BRCA1 c.3991C>T NS NMD PTC 1 1
BRCA1 c.3995_4001del FS NMD PTC 1 1
BRCA1 c.3G>A MS/? Re-­‐initiation MS 1 3
BRCA1 c.3G>C MS/? Re-­‐initiation MS 1 1
BRCA1 c.3G>T MS/? Re-­‐initiation MS 1 1
BRCA1 c.4001del FS NMD PTC 1 5
BRCA1 c.4002_4005del FS NMD PTC 1 1
BRCA1 c.4013del FS NMD PTC 1 1
BRCA1 c.4016_4017insTT FS NMD PTC 1 1
BRCA1 c.4033G>T NS NMD PTC 1 1
BRCA1 c.4035del FS NMD PTC 1 302
BRCA1 c.4038_4041del FS NMD PTC 1 2
BRCA1 c.4039dup FS NMD PTC 1 1
BRCA1 c.4041_4042del FS NMD PTC 1 11
BRCA1 c.4042G>T NS NMD PTC 1 1
BRCA1 c.4043del FS NMD PTC 1 1
BRCA1 c.4052T>A NS NMD PTC 1 1
BRCA1 c.4054G>T NS NMD PTC 1 1
BRCA1 c.4057_4061del FS NMD PTC 1 2
BRCA1 c.4062_4066del FS NMD PTC 1 1
BRCA1 c.4062_4068del FS NMD PTC 1 2
BRCA1 c.4065_4068del FS NMD PTC 1 275
BRCA1 c.4066_4069del FS NMD PTC 1 5
BRCA1 c.4066C>T NS NMD PTC 1 1
BRCA1 c.4066del FS NMD PTC 1 1
BRCA1 c.4069G>T NS NMD PTC 1 1
BRCA1 c.406del FS NMD PTC 1 1
BRCA1 c.406dup FS NMD PTC 1 5
BRCA1 c.4071del FS NMD PTC 1 5
BRCA1 c.4072G>T NS NMD PTC 1 1
BRCA1 c.4074_4090del FS NMD PTC 1 1
BRCA1 c.4075C>T NS NMD PTC 1 1
BRCA1 c.4079del FS NMD PTC 1 1
BRCA1 c.407del FS NMD PTC 1 2
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BRCA1 c.4088C>G NS NMD PTC 1 3
BRCA1 c.4092_4093del FS NMD PTC 1 1
BRCA1 c.4094T>G NS NMD PTC 1 1
BRCA1 c.4096+1G>A S IFD IFD 2 16
BRCA1 c.4097-­‐2A>G S Unknown Unknown 3 6
BRCA1 c.4097-­‐78_4185+69del DL NMD PTC 1 3
BRCA1 c.40del FS NMD PTC 1 1
BRCA1 c.4107_4108insATCT FS NMD PTC 1 1
BRCA1 c.4107_4110dup FS NMD PTC 1 5
BRCA1 c.411_414del FS NMD PTC 1 1
BRCA1 c.4113del FS NMD PTC 1 3
BRCA1 c.4116del FS NMD PTC 1 1
BRCA1 c.4117G>T NS NMD PTC 1 15
BRCA1 c.411del FS NMD PTC 1 2
BRCA1 c.4120_4121del FS NMD PTC 1 4
BRCA1 c.4122_4123del FS NMD PTC 1 1
BRCA1 c.4123G>T NS NMD PTC 1 2
BRCA1 c.4126_4129del FS NMD PTC 1 1
BRCA1 c.4127del FS NMD PTC 1 2
BRCA1 c.4129del FS NMD PTC 1 1
BRCA1 c.4136_4137del FS NMD PTC 1 2
BRCA1 c.4137_4138del FS NMD PTC 1 1
BRCA1 c.4139_4140del FS NMD PTC 1 1
BRCA1 c.4146_4155dup FS NMD PTC 1 6
BRCA1 c.4148C>G NS NMD PTC 1 4
BRCA1 c.4158_4162del FS NMD PTC 1 5
BRCA1 c.415C>T NS NMD PTC 1 5
BRCA1 c.4161_4162del FS NMD PTC 1 10
BRCA1 c.4162_4163del FS NMD PTC 1 1
BRCA1 c.4165_4166del FS NMD PTC 1 32
BRCA1 c.4165_4166dup FS NMD PTC 1 1
BRCA1 c.4167_4168del FS NMD PTC 1 2
BRCA1 c.416dup FS NMD PTC 1 1
BRCA1 c.4175del FS NMD PTC 1 1
BRCA1 c.4183C>T NS NMD PTC 1 88
BRCA1 c.4185_4185+3del S Unknown Unknown 3 3
BRCA1 c.4185+1G>T S Unknown Unknown 3 4
BRCA1 c.4185+2_4185+22delinsA S Unknown Unknown 3 10
BRCA1 c.4185+2T>C S Unknown Unknown 3 1
BRCA1 c.4185G>A S NMD PTC 1 12
BRCA1 c.4186-­‐?_4357+?del DL Unknown Unknown 3 6
BRCA1 c.4186-­‐?_4357+?dup DP Unknown Unknown 3 179
BRCA1 c.4186-­‐?_4484+?del DL Unknown Unknown 3 1
BRCA1 c.4186-­‐?_4675+?del DL Unknown Unknown 3 21
BRCA1 c.4186-­‐?_5193+?del DL Unknown Unknown 3 4
BRCA1 c.4186-­‐?_5277+?del DL Unknown Unknown 3 1
BRCA1 c.4186-­‐1643_4357+2020del DL NMD PTC 1 41
BRCA1 c.4186-­‐1783_4358-­‐1665dup DP NMD PTC 1 7
BRCA1 c.4186-­‐1787_4357+4122dup DP NMD PTC 1 51
BRCA1 c.4186-­‐832_4357+1955del DL NMD PTC 1 1
BRCA1 c.4186C>T NS/S? Unknown Unknown 3 7
BRCA1 c.418dup FS NMD PTC 1 1
BRCA1 c.4195_4196del FS NMD PTC 1 4
BRCA1 c.4197del FS NMD PTC 1 1
BRCA1 c.4201C>T NS NMD PTC 1 7
BRCA1 c.4205del FS NMD PTC 1 1
BRCA1 c.4206_4207del FS NMD PTC 1 1
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BRCA1 c.4210del FS NMD PTC 1 4
BRCA1 c.4214del FS NMD PTC 1 1
BRCA1 c.4216A>T NS NMD PTC 1 2
BRCA1 c.4218del FS NMD PTC 1 1
BRCA1 c.4222C>T NS NMD PTC 1 25
BRCA1 c.4225C>T NS NMD PTC 1 2
BRCA1 c.4228G>T NS NMD PTC 1 2
BRCA1 c.4239del FS NMD PTC 1 4
BRCA1 c.4240dup FS NMD PTC 1 1
BRCA1 c.4243del FS NMD PTC 1 5
BRCA1 c.4251_4252del FS NMD PTC 1 12
BRCA1 c.4258C>T NS NMD PTC 1 4
BRCA1 c.4266dup FS NMD PTC 1 1
BRCA1 c.4270C>T NS NMD PTC 1 1
BRCA1 c.427G>T NS NMD PTC 1 94
BRCA1 c.4281_4282insTAAGCTGTGTTAGAACAGCATG
GGAGCCAGCCTTCTAAC
FS NMD PTC 1 5
BRCA1 c.4284_4285delinsG FS NMD PTC 1 1
BRCA1 c.4285dup FS NMD PTC 1 2
BRCA1 c.4289dup FS NMD PTC 1 1
BRCA1 c.4290_4296del FS NMD PTC 1 1
BRCA1 c.4300dup FS NMD PTC 1 2
BRCA1 c.4309del FS NMD PTC 1 1
BRCA1 c.431del FS NMD PTC 1 1
BRCA1 c.431dup FS NMD PTC 1 3
BRCA1 c.4321dup FS NMD PTC 1 3
BRCA1 c.4327C>T NS NMD PTC 1 252
BRCA1 c.4331_4332del FS NMD PTC 1 1
BRCA1 c.4335_4338dup FS NMD PTC 1 1
BRCA1 c.4339C>T NS NMD PTC 1 2
BRCA1 c.4342dup FS NMD PTC 1
BRCA1 c.4349C>G NS NMD PTC 1 2
BRCA1 c.4354A>T NS NMD PTC 1 1
BRCA1 c.4357+1_4357+10del S Unknown Unknown 3 2
BRCA1 c.4357+1514_4484+547del DL NMD PTC 1 1
BRCA1 c.4357+1del S Unknown Unknown 3 2
BRCA1 c.4357+1G>A S Unknown Unknown 3 16
BRCA1 c.4357+1G>C S Unknown Unknown 3 1
BRCA1 c.4357+1G>T S Unknown Unknown 3 1
BRCA1 c.4357+6T>C S NMD PTC 1 12
BRCA1 c.4358-­‐?_4484+?del DL Unknown Unknown 3 3
BRCA1 c.4358-­‐?_4484+?dup DP Unknown Unknown 3 1
BRCA1 c.4358-­‐?_4986+?del DL Unknown Unknown 3 3
BRCA1 c.4358-­‐?_4986+?dup DP Unknown Unknown 3 1
BRCA1 c.4358-­‐?_5074+?del DL Unknown Unknown 3 3
BRCA1 c.4358-­‐?_5193+?del DL Unknown Unknown 3 2
BRCA1 c.4358-­‐?_5277+?del DL Unknown Unknown 3 31
BRCA1 c.4358-­‐1729_4986+736dup DP NMD PTC 1 3
BRCA1 c.4358-­‐3A>G S NMD PTC 1 1
BRCA1 c.4364T>G NS NMD PTC 1 1
BRCA1 c.4372C>T NS NMD PTC 1 9
BRCA1 c.4373_4389del FS NMD PTC 1 1
BRCA1 c.4375A>T NS NMD PTC 1 1
BRCA1 c.438_439ins(25) FS NMD PTC 1 1
BRCA1 c.4389C>A NS NMD PTC 1 6
BRCA1 c.4391_4393delinsTT FS NMD PTC 1 15
BRCA1 c.4391del FS NMD PTC 1 15
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BRCA1 c.4393del FS NMD PTC 1 1
BRCA1 c.4397_4398insA FS NMD PTC 1 1
BRCA1 c.4399C>T NS NMD PTC 1 1
BRCA1 c.4401del FS NMD PTC 1 1
BRCA1 c.4408G>T NS NMD PTC 1 3
BRCA1 c.441+1G>A S Unknown Unknown 3 1
BRCA1 c.441+2T>G S NMD PTC 1 1
BRCA1 c.4416_4417delinsG FS NMD PTC 1 9
BRCA1 c.4417del FS NMD PTC 1 1
BRCA1 c.442-­‐?_4185+?del DL Unknown Unknown 3 2
BRCA1 c.442-­‐?_4357+?del DL Unknown Unknown 3 36
BRCA1 c.442-­‐?_5277+?dup DP NMD PTC 1 1
BRCA1 c.442-­‐?_5467+?del DL Unknown Unknown 3 1
BRCA1 c.442-­‐?_547+?del DL Unknown Unknown 3 23
BRCA1 c.442-­‐?_547+?dup DP Unknown Unknown 3 2
BRCA1 c.442-­‐?_5592+?del DL Unknown Unknown 3 1
BRCA1 c.442-­‐?_593+?del DL Unknown Unknown 3 6
BRCA1 c.442-­‐?_670+?del DL Unknown Unknown 3 1
BRCA1 c.442-­‐1129_547+223del DL Unknown Unknown 3 2
BRCA1 c.442-­‐1235_976del DL Unknown Unknown 3 1
BRCA1 c.442-­‐1783_4358-­‐1285del DL NMD PTC 1 3
BRCA1 c.442-­‐7T>A S NMD PTC 1 1
BRCA1 c.442-­‐822_593+506del DL NMD PTC 1 1
BRCA1 c.442-­‐952_547dup DP Unknown Unknown 3 1
BRCA1 c.4453_4474del FS NMD PTC 1 1
BRCA1 c.4456del FS NMD PTC 1 2
BRCA1 c.4457del FS NMD PTC 1 1
BRCA1 c.4480G>T NS NMD PTC 1 2
BRCA1 c.4482_4483del FS NMD PTC 1 2
BRCA1 c.4484+1del S Unknown Unknown 3 1
BRCA1 c.4484+1G>A FS NMD PTC 1 8
BRCA1 c.4484+1G>T S Unknown Unknown 3 1
BRCA1 c.4484+5G>C FS/S? NMD PTC 1 2
BRCA1 c.4484G>A S NMD PTC 1 2
BRCA1 c.4484G>C S? Unknown Unknown 3 2
BRCA1 c.4484G>T S NMD PTC 1 54
BRCA1 c.4485-­‐?_4675+?del DL Unknown Unknown 3 5
BRCA1 c.4485-­‐?_4675+?dup DP Unknown Unknown 3 2
BRCA1 c.4485-­‐?_4986+?del DL Unknown Unknown 3 11
BRCA1 c.4485-­‐?_5074+?del DL Unknown Unknown 3 6
BRCA1 c.4485-­‐1118_5277+4813del DL NMD PTC 1 1
BRCA1 c.4485-­‐1G>A S Unknown Unknown 3 3
BRCA1 c.4485-­‐1G>C S Unknown Unknown 3 2
BRCA1 c.4485-­‐1G>T S Unknown Unknown 3 1
BRCA1 c.4485-­‐2A>G S Unknown Unknown 3 5
BRCA1 c.4493del FS NMD PTC 1 1
BRCA1 c.4503C>A NS NMD PTC 1 1
BRCA1 c.4508C>A NS NMD PTC 1 10
BRCA1 c.4516del FS NMD PTC 1 1
BRCA1 c.4524G>A NS NMD PTC 1 28
BRCA1 c.4527C>A NS NMD PTC 1 1
BRCA1 c.4533_4534del FS NMD PTC 1 11
BRCA1 c.4566C>A NS NMD PTC 1 1
BRCA1 c.4566C>G NS NMD PTC 1 1
BRCA1 c.4569_4570insCC FS NMD PTC 1 1
BRCA1 c.4569_4572del FS NMD PTC 1 1
BRCA1 c.4570del FS NMD PTC 1 1
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BRCA1 c.4573C>T NS NMD PTC 1 1
BRCA1 c.4574_4575del FS NMD PTC 1 21
BRCA1 c.4575_4585del FS NMD PTC 1 7
BRCA1 c.4576G>T NS NMD PTC 1 1
BRCA1 c.4591del FS NMD PTC 1 1
BRCA1 c.4593dup FS NMD PTC 1 1
BRCA1 c.4603G>T NS NMD PTC 1 2
BRCA1 c.4609C>T NS NMD PTC 1 4
BRCA1 c.4611_4612insG FS NMD PTC 1 1
BRCA1 c.4612C>T NS NMD PTC 1 4
BRCA1 c.4618_4621delinsAAA FS NMD PTC 1 2
BRCA1 c.4622_4623del FS NMD PTC 1 1
BRCA1 c.4625_4626del FS NMD PTC 1 5
BRCA1 c.4656C>G NS NMD PTC 1 2
BRCA1 c.4668dup FS NMD PTC 1 1
BRCA1 c.4674del FS/S? Unknown Unknown 3 1
BRCA1 c.4675+1G>A S Unknown Unknown 3 31
BRCA1 c.4675+1G>C S Unknown Unknown 3 1
BRCA1 c.4675+2T>A S Unknown Unknown 3 2
BRCA1 c.4675+2T>C S Unknown Unknown 3 1
BRCA1 c.4675G>A MS MS MS 2 5
BRCA1 c.4675G>C MS MS MS 2 1
BRCA1 c.4676-­‐?_4986+?del DL Unknown Unknown 3 4
BRCA1 c.4676-­‐?_5074+?del DL IFD IFD 2 14
BRCA1 c.4676-­‐?_5193+?del DL Unknown Unknown 3 1
BRCA1 c.4676-­‐?_5467+?del DL Unknown Unknown 3 2
BRCA1 c.4676-­‐1420_4986+900del DL NMD PTC 1 3
BRCA1 c.4676-­‐1G>A S Unknown Unknown 3 4
BRCA1 c.4676-­‐1G>T S Unknown Unknown 3 1
BRCA1 c.4678G>T NS NMD PTC 1 1
BRCA1 c.4681del FS NMD PTC 1 3
BRCA1 c.4684_4685del FS NMD PTC 1 3
BRCA1 c.4688_4694delinsG FS unknown Unknown 3 1
BRCA1 c.4688dup FS NMD PTC 1 1
BRCA1 c.4689C>G NS NMD PTC 1 99
BRCA1 c.4695dup FS NMD PTC 1 1
BRCA1 c.4696_4697insA FS NMD PTC 1 1
BRCA1 c.4699_4708del FS NMD PTC 1 1
BRCA1 c.470_471del FS NMD PTC 1 31
BRCA1 c.4700_4710delinsA FS NMD PTC 1 1
BRCA1 c.4712_4716del FS NMD PTC 1 1
BRCA1 c.4724del FS NMD PTC 1 2
BRCA1 c.4741G>T NS NMD PTC 1 1
BRCA1 c.4743del FS NMD PTC 1 2
BRCA1 c.4754_4755del FS NMD PTC 1 11
BRCA1 c.4758_4759insA FS NMD PTC 1 1
BRCA1 c.4784del FS NMD PTC 1 1
BRCA1 c.4801A>T NS NMD PTC 1 1
BRCA1 c.4806del FS NMD PTC 1 1
BRCA1 c.4810C>T NS NMD PTC 1 11
BRCA1 c.4834C>T NS NMD PTC 1 1
BRCA1 c.4834del FS NMD PTC 1 1
BRCA1 c.4837del FS NMD PTC 1 1
BRCA1 c.4838_4839insC FS NMD PTC 1 2
BRCA1 c.4843dup FS NMD PTC 1 2
BRCA1 c.485_486del FS NMD PTC 1 2
BRCA1 c.4868C>G MS MS MS 2 4
Page 82 of 114
John Wiley & Sons, Inc.
Human Mutation
1
2
3
4
5
6
7
8
9
10
11
12
13
14
15
16
17
18
19
20
21
22
23
24
25
26
27
28
29
30
31
32
33
34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
For Peer Review
BRCA1 c.4873_4885del FS NMD PTC 1 1
BRCA1 c.4875T>A NS NMD PTC 1 1
BRCA1 c.4877del FS NMD PTC 1 1
BRCA1 c.4878dup FS NMD PTC 1 1
BRCA1 c.4885dup FS NMD PTC 1 1
BRCA1 c.4887_4893del FS NMD PTC 1 1
BRCA1 c.4891del FS NMD PTC 1 1
BRCA1 c.4903G>T NS NMD PTC 1 1
BRCA1 c.4905_4906del FS NMD PTC 1 2
BRCA1 c.4921del FS NMD PTC 1 1
BRCA1 c.493_494del FS NMD PTC 1 1
BRCA1 c.4930G>T NS NMD PTC 1 1
BRCA1 c.4932_4933dup FS NMD PTC 1 7
BRCA1 c.4936del FS NMD PTC 1 10
BRCA1 c.4941del FS NMD PTC 1 1
BRCA1 c.4945_4947delinsTTTT FS NMD PTC 1 5
BRCA1 c.4945del FS NMD PTC 1 3
BRCA1 c.494dup FS NMD PTC 1 8
BRCA1 c.4964_4979del FS NMD PTC 1 1
BRCA1 c.4964_4982del FS NMD PTC 1 69
BRCA1 c.4976del FS NMD PTC 1 2
BRCA1 c.4981G>T NS NMD PTC 1 1
BRCA1 c.4986+1_4986+2ins65 S Unknown Unknown 3 1
BRCA1 c.4986+1G>A S Unknown Unknown 3 2
BRCA1 c.4986+1G>T S Unknown Unknown 3 1
BRCA1 c.4986+2T>C S Unknown Unknown 3 1
BRCA1 c.4986+3G>C S NMD PTC 1 32
BRCA1 c.4986+4A>C S NMD PTC 1 9
BRCA1 c.4986+4A>T S NMD PTC 1 3
BRCA1 c.4986+5G>A S NMD PTC 1 1
BRCA1 c.4986+5G>C S NMD PTC 1 1
BRCA1 c.4986+6T>C S NMD PTC 1 8
BRCA1 c.4986+6T>G S NMD PTC 1 15
BRCA1 c.4986+890_5075-­‐984del DL Unknown Unknown 3 2
BRCA1 c.4986+955_5074+751del DL NMD PTC 1 5
BRCA1 c.4987-­‐?_5074+?del DL Unknown Unknown 3 24
BRCA1 c.4987-­‐?_5152+?del DL Unknown Unknown 3 1
BRCA1 c.4987-­‐?_5193+?del DL Unknown Unknown 3 10
BRCA1 c.4987-­‐?_5277+?del DL Unknown Unknown 3 1
BRCA1 c.4987-­‐?_5592+?del DL Unknown Unknown 3 1
BRCA1 c.4987_5074del DL Unknown Unknown 3 3
BRCA1 c.4987-­‐1G>A S Unknown Unknown 3 4
BRCA1 c.4987-­‐1G>T S Unknown Unknown 3 1
BRCA1 c.4987-­‐2341_5074+2676del DL NMD PTC 1 2
BRCA1 c.4987-­‐2508_5074+84del DL NMD PTC 1 25
BRCA1 c.4987-­‐2A>G S Unknown Unknown 3 4
BRCA1 c.4987-­‐577_5074+343del DL NMD PTC 1 1
BRCA1 c.4987-­‐5T>A S NMD PTC 1 1
BRCA1 c.4987-­‐5T>C S NMD PTC 1 1
BRCA1 c.4987del FS/S? Unknown Unknown 3 1
BRCA1 c.4995_5007dup FS NMD PTC 1 1
BRCA1 c.4999A>T NS NMD PTC 1 1
BRCA1 c.500_501del FS NMD PTC 1 1
BRCA1 c.5013dup FS NMD PTC 1 1
BRCA1 c.5019del FS NMD PTC 1 1
BRCA1 c.5026_5027del FS NMD PTC 1 1
BRCA1 c.5026_5036del FS NMD PTC 1 1
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BRCA1 c.5027del FS NMD PTC 1 1
BRCA1 c.5027T>A NS NMD PTC 1 2
BRCA1 c.502A>T NS NMD PTC 1 1
BRCA1 c.5030_5033del FS NMD PTC 1 83
BRCA1 c.5030_5033dup FS NMD PTC 1 1
BRCA1 c.5033_5034ins(4) FS NMD PTC 1 1
BRCA1 c.5035_5039del FS NMD PTC 1 31
BRCA1 c.5035del FS NMD PTC 1 3
BRCA1 c.5038_5041dup FS NMD PTC 1 2
BRCA1 c.5041_5042insTTAA FS NMD PTC 1 1
BRCA1 c.5042del FS NMD PTC 1 1
BRCA1 c.5044_5048delinsT FS NMD PTC 1 1
BRCA1 c.5047G>T NS NMD PTC 1 1
BRCA1 c.5050_5051del FS NMD PTC 1 2
BRCA1 c.5053A>G MS MS MS 2 2
BRCA1 c.5054C>T MS MS MS 2 1
BRCA1 c.5056dup FS NMD PTC 1 1
BRCA1 c.5058_5059insCAAC FS NMD PTC 1 1
BRCA1 c.505C>T NS NMD PTC 1 8
BRCA1 c.5062_5064del IFD IFD IFD 2 36
BRCA1 c.5065dup FS NMD PTC 1 1
BRCA1 c.5066T>G MS Unknown Unknown 3 2
BRCA1 c.5068A>T NS NMD PTC 1 1
BRCA1 c.5071dup FS NMD PTC 1 4
BRCA1 c.5074+1G>A S Unknown Unknown 3 11
BRCA1 c.5074+1G>C S Unknown Unknown 3 1
BRCA1 c.5074+1G>T S Unknown Unknown 3 5
BRCA1 c.5074+2T>C S Unknown Unknown 3 3
BRCA1 c.5074+991_5193+1541del DL NMD PTC 1 1
BRCA1 c.5074G>A S Unknown Unknown 3 7
BRCA1 c.5074G>C S NMD PTC 1 6
BRCA1 c.5074G>T S Unknown Unknown 3 1
BRCA1 c.5075-­‐?_5152+?del DL Unknown Unknown 3 1
BRCA1 c.5075-­‐?_5193+?del DL Unknown Unknown 3 12
BRCA1 c.5075-­‐?_5193+?dup DP Unknown Unknown 3 4
BRCA1 c.5075-­‐?_5277+?del DL Unknown Unknown 3 1
BRCA1 c.5075-­‐?_5277+?dup DP Unknown Unknown 3 3
BRCA1 c.5075-­‐?_5592+?del DL Unknown Unknown 3 1
BRCA1 c.5075-­‐1093_5277+2089dup DP NMD PTC 1 1
BRCA1 c.5075-­‐1447_5193+5179delins27 DL Unknown Unknown 3 3
BRCA1 c.5075-­‐1G>C S Unknown Unknown 3 1
BRCA1 c.5075-­‐2A>C S NMD PTC 1 2
BRCA1 c.5075-­‐2A>G S NMD PTC 1 1
BRCA1 c.5075-­‐2del S Unknown Unknown 3 1
BRCA1 c.5075-­‐8T>G S NMD PTC 1 1
BRCA1 c.5076del FS NMD PTC 1 1
BRCA1 c.5077_5080delinsTTGATTCTGC S IFD IFD 2 2
BRCA1 c.5078_5080del S IFD IFD 2 9
BRCA1 c.5080G>T S IFD IFD 2 29
BRCA1 c.5083_5084insG FS NMD PTC 1 1
BRCA1 c.5084_5085del FS NMD PTC 1 6
BRCA1 c.5095C>T MS MS MS 2 35
BRCA1 c.5102_5103del FS NMD PTC 1 6
BRCA1 c.5106del FS NMD PTC 1 8
BRCA1 c.5109T>G NS NMD PTC 1 12
BRCA1 c.5114_5121del FS NMD PTC 1 1
BRCA1 c.5117G>A MS MS MS 2 18
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BRCA1 c.5123C>A MS MS MS 2 168
BRCA1 c.5126del FS NMD PTC 1 2
BRCA1 c.5128G>T NS NMD PTC 1 3
BRCA1 c.5131A>T NS NMD PTC 1 2
BRCA1 c.5135G>A NS NMD PTC 1 2
BRCA1 c.5136G>A NS NMD PTC 1 3
BRCA1 c.5137del FS NMD PTC 1 24
BRCA1 c.5143A>C MS MS MS 2 6
BRCA1 c.5145C>G MS MS MS 2 1
BRCA1 c.514C>T NS NMD PTC 1 6
BRCA1 c.514del FS NMD PTC 1 40
BRCA1 c.5150del FS NMD PTC 1 1
BRCA1 c.5152+149_5193+2200delinsTTTTTTTTTTTT DL Unknown Unknown 3 1
BRCA1 c.5152+1G>A S Unknown Unknown 3 2
BRCA1 c.5152+1G>C S IFD IFD 2 10
BRCA1 c.5152+1G>T S IFD IFD 2 10
BRCA1 c.5152+2dup S Unknown Unknown 3 1
BRCA1 c.5152+2T>A S Unknown Unknown 3 1
BRCA1 c.5152+3A>C S Unknown Unknown 3 5
BRCA1 c.5152+5G>A S IFD IFD 2 6
BRCA1 c.5153-­‐?_5193+?del DL Unknown Unknown 3 1
BRCA1 c.5153-­‐1G>A S Unknown Unknown 3 19
BRCA1 c.5153-­‐1G>C S Unknown Unknown 3 10
BRCA1 c.5153-­‐2A>G S Unknown Unknown 3 1
BRCA1 c.5153-­‐2del S NMD PTC 1 20
BRCA1 c.5153G>A NS/S? Unknown Unknown 3 12
BRCA1 c.5154G>A NS NMD PTC 1 19
BRCA1 c.5155del FS NMD PTC 1 1
BRCA1 c.5155dup FS NMD PTC 1 1
BRCA1 c.5161_5165del FS NMD PTC 1 1
BRCA1 c.5161C>T NS NMD PTC 1 4
BRCA1 c.5161del FS Unknown Unknown 3 1
BRCA1 c.5162del FS NMD PTC 1 1
BRCA1 c.5163_5164insC FS NMD PTC 1 2
BRCA1 c.5165C>T MS MS MS 2 2
BRCA1 c.5177_5178del FS NMD PTC 1 1
BRCA1 c.5177_5180del FS NMD PTC 1 54
BRCA1 c.5179A>T NS NMD PTC 1 15
BRCA1 c.518del FS NMD PTC 1 2
BRCA1 c.5193+1del S NMD PTC 1 9
BRCA1 c.5193+1G>A S Unknown Unknown 3 4
BRCA1 c.5193+1G>C S Unknown Unknown 3 1
BRCA1 c.5193+2628_5277+670del DL IFD IFD 2 1
BRCA1 c.5193+2del S NMD PTC 1 15
BRCA1 c.5193+2T>G S NMD PTC 1 1
BRCA1 c.5194-­‐?_5277+?del DL Unknown Unknown 3 45
BRCA1 c.5194-­‐?_5277+?delinsG DL NMD PTC 1 6
BRCA1 c.5194-­‐?_5277+?dup DP Unknown Unknown 3 1
BRCA1 c.5194-­‐?_5592+?del DL Unknown Unknown 3 1
BRCA1 c.5194-­‐12G>A S Unknown Unknown 3 2
BRCA1 c.5194-­‐1699_5277+1996delins236 DL Unknown Unknown 3 1
BRCA1 c.5194-­‐1730_5277+1996delins268 DL Unknown Unknown 3 1
BRCA1 c.5194-­‐1G>C S Unknown Unknown 3 1
BRCA1 c.5194-­‐1G>T S Unknown Unknown 3 1
BRCA1 c.5194-­‐2840_5406+536del DL IFD IFD 2 6
BRCA1 c.5194-­‐2A>G S Unknown Unknown 3 7
BRCA1 c.5194-­‐452_5277+3638del DL IFD IFD 2 1
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BRCA1 c.5194-­‐5858_5277+2206del DL IFD IFD 2 11
BRCA1 c.51del FS NMD PTC 1 1
BRCA1 c.5208_5247delinsTC FS No	  NMD PTC 2 1
BRCA1 c.5209A>T NS NMD PTC 1 2
BRCA1 c.5209dup FS No	  NMD PTC 2 1
BRCA1 c.520del FS NMD PTC 1 12
BRCA1 c.5212G>A MS MS MS 2 38
BRCA1 c.5212G>T NS NMD PTC 1 1
BRCA1 c.5213del FS NMD PTC 1 2
BRCA1 c.5213G>A MS MS MS 2 35
BRCA1 c.5221_5224del FS NMD PTC 1 1
BRCA1 c.5230_5237del FS NMD PTC 1 1
BRCA1 c.5239C>T NS NMD PTC 1 1
BRCA1 c.5239del FS NMD PTC 1 2
BRCA1 c.5251C>T NS NMD PTC 1 94
BRCA1 c.5256_5278-­‐2757del DL NMD PTC 1 11
BRCA1 c.5257dup FS No	  NMD PTC 2 1
BRCA1 c.5259del FS NMD PTC 1 2
BRCA1 c.5260G>T NS NMD PTC 1 4
BRCA1 c.5266C>T NS NMD PTC 1 4
BRCA1 c.5266dup FS No	  NMD PTC 2 2897
BRCA1 c.5267_5268insC FS No	  NMD PTC 2 6
BRCA1 c.5277+1del S Unknown Unknown 3 1
BRCA1 c.5277+1G>A S Unknown Unknown 3 81
BRCA1 c.5277+2100_5467+344dup DP No	  NMD PTC 2 1
BRCA1 c.5277+833_5277+1671delins141 DL NMD PTC 1 1
BRCA1 c.5277G>A S? Unknown Unknown 3 1
BRCA1 c.5278-­‐?_5332+?del DL Unknown Unknown 3 3
BRCA1 c.5278-­‐?_5406+?del DL Unknown Unknown 3 13
BRCA1 c.5278-­‐?_5406+?dup DP Unknown Unknown 3 2
BRCA1 c.5278-­‐?_5467+?del DL Unknown Unknown 3 3
BRCA1 c.5278-­‐?_5467+?dup DP Unknown Unknown 3 1
BRCA1 c.5278-­‐?_5592+?del DL Unknown Unknown 3 30
BRCA1 c.5278-­‐1G>A S NMD PTC 1 4
BRCA1 c.5278-­‐1G>C S Unknown Unknown 3 3
BRCA1 c.5278-­‐1G>T S Unknown Unknown 3 8
BRCA1 c.5278-­‐2A>G S Unknown Unknown 3 2
BRCA1 c.5278-­‐2del S No	  NMD PTC 2 1
BRCA1 c.5282del FS NMD PTC 1 1
BRCA1 c.5289del FS NMD PTC 1 2
BRCA1 c.5289dup FS No	  NMD PTC 2 4
BRCA1 c.5291T>C MS MS MS 2 6
BRCA1 c.5297T>A MS MS MS 2 1
BRCA1 c.5297T>G MS MS MS 2 2
BRCA1 c.5299del FS NMD PTC 1 1
BRCA1 c.529del FS NMD PTC 1 1
BRCA1 c.5300_5301del FS NMD PTC 1 1
BRCA1 c.5301T>A NS NMD PTC 1 1
BRCA1 c.5302del FS NMD PTC 1 1
BRCA1 c.5307T>A NS NMD PTC 1 1
BRCA1 c.5310del FS NMD PTC 1 1
BRCA1 c.5311_5332+1del FS/S? Unknown Unknown 3 1
BRCA1 c.5315del FS NMD PTC 1 1
BRCA1 c.5319dup FS No	  NMD PTC 2 5
BRCA1 c.531del FS NMD PTC 1 1
BRCA1 c.5320_5321del FS No	  NMD PTC 2 1
BRCA1 c.5324T>A MS MS MS 2 3
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BRCA1 c.5324T>G MS MS MS 2 19
BRCA1 c.5328dup FS NMD PTC 1 3
BRCA1 c.5331_5332+6delinsCAACAT FS/S? Unknown Unknown 3 1
BRCA1 c.5332+1G>A S Unknown Unknown 3 9
BRCA1 c.5332+1G>T S Unknown Unknown 3 1
BRCA1 c.5332+2T>A S NMD PTC 1 1
BRCA1 c.5332+2T>C S Unknown Unknown 3 2
BRCA1 c.5332+4A>G S NMD PTC 1 1
BRCA1 c.5332G>A S Unknown Unknown 3 1
BRCA1 c.5333-­‐?_5406+?del DL Unknown Unknown 3 38
BRCA1 c.5333-­‐198_5387del DL Unknown Unknown 3 2
BRCA1 c.5333-­‐1G>C S Unknown Unknown 3 2
BRCA1 c.5333-­‐1G>T S No	  NMD PTC 2 1
BRCA1 c.5333-­‐2A>C S Unknown Unknown 3 1
BRCA1 c.5333-­‐36_5406+400del DL No	  NMD PTC 2 116
BRCA1 c.5333-­‐3T>G FS/S? Unknown Unknown 3 1
BRCA1 c.5335C>T NS NMD PTC 1 2
BRCA1 c.5335del FS NMD PTC 1 9
BRCA1 c.5341_5343delinsTG FS NMD PTC 1 1
BRCA1 c.5341del FS NMD PTC 1 5
BRCA1 c.5341G>T NS NMD PTC 1 1
BRCA1 c.5345G>A NS NMD PTC 1 10
BRCA1 c.5346G>A NS NMD PTC 1 3
BRCA1 c.5352dup FS No	  NMD PTC 2 2
BRCA1 c.5353_5354dup FS NMD PTC 1 1
BRCA1 c.5353C>T NS NMD PTC 1 4
BRCA1 c.5359T>A MS MS MS 2 8
BRCA1 c.5361_5362del FS No	  NMD PTC 2 3
BRCA1 c.5363G>T MS MS MS 2 5
BRCA1 c.5386del FS No	  NMD PTC 2 1
BRCA1 c.5389dup FS No	  NMD PTC 2 1
BRCA1 c.5390C>G NS NMD PTC 1 2
BRCA1 c.5406+1_5406+3del S? Unknown Unknown 3 6
BRCA1 c.5406+1G>A S Unknown Unknown 3 3
BRCA1 c.5406+2del S No	  NMD PTC 2 3
BRCA1 c.5406+3A>T S No	  NMD PTC 2 1
BRCA1 c.5406+5G>A S No	  NMD PTC 2 2
BRCA1 c.5406+5G>C S No	  NMD PTC 2 3
BRCA1 c.5406+664_*8273del DL Unknown Unknown 3 26
BRCA1 c.5407-­‐?_5467+?del DL Unknown Unknown 3 3
BRCA1 c.5407-­‐?_5467+?dup DP Unknown Unknown 3 3
BRCA1 c.5407-­‐?_5592+?del DL Unknown Unknown 3 9
BRCA1 c.5407-­‐1G>A S Unknown Unknown 3 1
BRCA1 c.5407-­‐1G>C S Unknown Unknown 3 1
BRCA1 c.5407-­‐2A>G S Unknown Unknown 3 1
BRCA1 c.5417del FS No	  NMD PTC 2 2
BRCA1 c.5419del FS No	  NMD PTC 2 6
BRCA1 c.5419dup FS No	  NMD PTC 2 1
BRCA1 c.5431C>T NS NMD PTC 1 5
BRCA1 c.5434C>G S Unknown Unknown 3 2
BRCA1 c.5444G>A NS NMD PTC 1 22
BRCA1 c.5445G>A NS NMD PTC 1 11
BRCA1 c.5449G>T NS NMD PTC 1 4
BRCA1 c.5450_5451del FS No	  NMD PTC 2 1
BRCA1 c.5453A>G S Unknown Unknown 3 1
BRCA1 c.5463_5464insT FS unknown Unknown 3 1
BRCA1 c.5467+1del S Unknown Unknown 3 1
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BRCA1 c.5467+1G>A S Unknown Unknown 3 11
BRCA1 c.5467+2T>C S Unknown Unknown 3 3
BRCA1 c.5467G>A S No	  NMD PTC 2 11
BRCA1 c.5468-­‐?_5592+?del DL Unknown Unknown 3 24
BRCA1 c.5468-­‐11_5520dup FS No	  NMD PTC 2 1
BRCA1 c.5468-­‐1G>A S Unknown Unknown 3 2
BRCA1 c.5468-­‐285_5592+4019delinsCACAG DL No	  RNA No	  RNA 1 24
BRCA1 c.5468-­‐2A>G S Unknown Unknown 3 2
BRCA1 c.5468-­‐2A>T S Unknown Unknown 3 1
BRCA1 c.547+1G>T S Unknown Unknown 3 7
BRCA1 c.547+240_5193+178del DL NMD PTC 1 1
BRCA1 c.547+2T>A S Unknown Unknown 3 10
BRCA1 c.547+3A>T FS NMD PTC 1 1
BRCA1 c.5470_5477del FS NMD PTC 1 7
BRCA1 c.5478_5479dup FS NMD PTC 1 3
BRCA1 c.548-­‐?_4185+?del DL Unknown Unknown 3 36
BRCA1 c.548-­‐?_5193+?del DL Unknown Unknown 3 2
BRCA1 c.5483del FS No	  NMD PTC 2 1
BRCA1 c.5485dup FS No	  NMD PTC 2 4
BRCA1 c.5486_5510del FS No	  NMD PTC 2 1
BRCA1 c.5490del FS No	  NMD PTC 2 1
BRCA1 c.5492del FS No	  NMD PTC 2 11
BRCA1 c.5493_5494insTT FS No	  NMD PTC 2 1
BRCA1 c.5496_5499del FS No	  NMD PTC 2 1
BRCA1 c.5496_5506delinsA FS No	  NMD PTC 2 17
BRCA1 c.5502_5503dup FS No	  NMD PTC 2 1
BRCA1 c.5503_5506del FS No	  NMD PTC 2 1
BRCA1 c.5503_5564del FS No	  NMD PTC 2 7
BRCA1 c.5503C>T NS No	  NMD PTC 2 176
BRCA1 c.5503del FS No	  NMD PTC 2 2
BRCA1 c.5503dup FS No	  NMD PTC 2 3
BRCA1 c.5506G>T NS No	  NMD PTC 2 1
BRCA1 c.5510G>A NS No	  NMD PTC 2 5
BRCA1 c.5511G>A NS No	  NMD PTC 2 2
BRCA1 c.5512del FS No	  NMD PTC 2 1
BRCA1 c.5513T>A MS No	  NMD PTC 2 4
BRCA1 c.5521del FS No	  NMD PTC 2 1
BRCA1 c.5534_5539delins(20) FS No	  NMD PTC 2 1
BRCA1 c.5535C>A NS No	  NMD PTC 2 2
BRCA1 c.5535C>G NS No	  NMD PTC 2 1
BRCA1 c.5536C>T NS No	  NMD PTC 2 7
BRCA1 c.5537_5556del FS No	  NMD PTC 2 1
BRCA1 c.5542C>T NS No	  NMD PTC 2 1
BRCA1 c.5548del FS No	  NMD PTC 2 1
BRCA1 c.5551del FS No	  NMD PTC 2 1
BRCA1 c.5553dup FS No	  NMD PTC 2 1
BRCA1 c.5556_5560del FS No	  NMD PTC 2 1
BRCA1 c.5558dup FS No	  NMD PTC 2 1
BRCA1 c.5560del FS No	  NMD PTC 2 2
BRCA1 c.55C>T NS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.569_570insAACG FS NMD PTC 1 1
BRCA1 c.594-­‐?_4484+?del DL Unknown Unknown 3 1
BRCA1 c.594_597del FS NMD PTC 1 1
BRCA1 c.61del FS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.62_65del FS NMD PTC 1 1
BRCA1 c.626del FS NMD PTC 1 1
BRCA1 c.628C>T NS NMD PTC 1 1
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BRCA1 c.64_65dup FS NMD	  /	  Re-­‐initiationPTC 1 2
BRCA1 c.640del FS NMD PTC 1 1
BRCA1 c.65T>C MS MS MS 3 5
BRCA1 c.667_668del FS NMD PTC 1 1
BRCA1 c.668del FS NMD PTC 1 1
BRCA1 c.668dup FS NMD PTC 1 1
BRCA1 c.66dup FS NMD	  /	  Re-­‐initiationPTC 1 80
BRCA1 c.670+1del S Unknown Unknown 3 1
BRCA1 c.671-­‐?_4185+?del DL Unknown Unknown 3 8
BRCA1 c.671-­‐?_4484+?del DL Unknown Unknown 3 1
BRCA1 c.671-­‐?_4675+?del DL Unknown Unknown 3 6
BRCA1 c.671-­‐1G>A S Unknown Unknown 3 1
BRCA1 c.671-­‐1G>T S Unknown Unknown 3 1
BRCA1 c.671-­‐215_901del DL Unknown Unknown 3 1
BRCA1 c.671-­‐26_1781del DL Unknown Unknown 3 1
BRCA1 c.671-­‐2A>C S Unknown Unknown 3 2
BRCA1 c.671-­‐2A>G S Unknown Unknown 3 1
BRCA1 c.671-­‐2A>T S Unknown Unknown 3 1
BRCA1 c.676del FS NMD PTC 1 37
BRCA1 c.678T>A NS NMD PTC 1 3
BRCA1 c.679G>T NS unknown Unknown 3 1
BRCA1 c.68_69del FS NMD	  /	  Re-­‐initiationPTC 1 2242
BRCA1 c.685del FS NMD PTC 1 8
BRCA1 c.689_692del FS NMD PTC 1 2
BRCA1 c.68dup FS NMD	  /	  Re-­‐initiationPTC 1 3
BRCA1 c.697_698del FS NMD PTC 1 3
BRCA1 c.69dup FS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.70_73dup FS NMD	  /	  Re-­‐initiationPTC 1 6
BRCA1 c.70_80del FS NMD	  /	  Re-­‐initiationPTC 1 20
BRCA1 c.707del FS NMD PTC 1 1
BRCA1 c.70T>C MS MS MS 3 3
BRCA1 c.71_72del FS NMD	  /	  Re-­‐initiationPTC 1 2
BRCA1 c.712_713ins(31) FS NMD PTC 1 1
BRCA1 c.718C>T NS NMD PTC 1 2
BRCA1 c.743_744insA FS NMD PTC 1 1
BRCA1 c.750_751del FS NMD PTC 1 1
BRCA1 c.-­‐7620_80+468delins(8) DL No	  RNA No	  RNA 1 2
BRCA1 c.763G>T NS NMD PTC 1 3
BRCA1 c.778_779dup FS NMD PTC 1 1
BRCA1 c.783T>G NS NMD PTC 1 3
BRCA1 c.784C>T NS NMD PTC 1 3
BRCA1 c.784del FS NMD PTC 1 2
BRCA1 c.788dup FS NMD PTC 1 1
BRCA1 c.791_794del FS NMD PTC 1 2
BRCA1 c.798_799del FS NMD PTC 1 76
BRCA1 c.799dup FS NMD PTC 1 2
BRCA1 c.80+1G>A S Unknown Unknown 3 3
BRCA1 c.80+1G>C S Unknown Unknown 3 1
BRCA1 c.80+1G>T S Unknown Unknown 3 1
BRCA1 c.80+2T>A S Unknown Unknown 3 1
BRCA1 c.80+2T>G S Unknown Unknown 3 1
BRCA1 c.80+5G>A S Unknown Unknown 3 3
BRCA1 c.800C>G NS NMD PTC 1 1
BRCA1 c.807_817dup FS NMD PTC 1 1
BRCA1 c.81-­‐?_134+?del DL Unknown Unknown 3 45
BRCA1 c.81-­‐?_134+?dup DP Unknown Unknown 3 1
BRCA1 c.81-­‐?_4185+?del DL Unknown Unknown 3 3
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BRCA1 c.81-­‐?_441+?del DL Unknown Unknown 3 1
BRCA1 c.81-­‐?_4986+?del DL Unknown Unknown 3 31
BRCA1 c.81-­‐?_5152+?dup DP Unknown Unknown 3 1
BRCA1 c.81-­‐?_5193+?del DL Unknown Unknown 3 1
BRCA1 c.81-­‐?_547+?dup DP Unknown Unknown 3 8
BRCA1 c.81-­‐1588_134+1725del DL Unknown Unknown 3 3
BRCA1 c.81-­‐1G>A S Unknown Unknown 3 4
BRCA1 c.81-­‐1G>C S NMD PTC 1 9
BRCA1 c.814G>T NS NMD PTC 1 1
BRCA1 c.815_816insTCCATGTGGA FS NMD PTC 1 1
BRCA1 c.815_824dup FS NMD PTC 1 47
BRCA1 c.81-­‐5858_135-­‐4943del DL Unknown Unknown 3 1
BRCA1 c.824_825ins10 FS NMD PTC 1 9
BRCA1 c.829_830del FS NMD PTC 1 1
BRCA1 c.829_836del FS NMD PTC 1 1
BRCA1 c.83_84del FS NMD	  /	  Re-­‐initiationPTC 1 3
BRCA1 c.832dup FS NMD PTC 1 1
BRCA1 c.835del FS NMD PTC 1 4
BRCA1 c.841_842dup FS NMD PTC 1 1
BRCA1 c.843_846del FS NMD PTC 1 54
BRCA1 c.844_850dup FS NMD PTC 1 5
BRCA1 c.848T>G NS NMD PTC 1 1
BRCA1 c.850C>T NS NMD PTC 1 3
BRCA1 c.851_852ins(7) FS NMD PTC 1 3
BRCA1 c.856G>T NS NMD PTC 1 1
BRCA1 c.85G>T NS NMD PTC 1 1
BRCA1 c.861_862dup FS NMD PTC 1 1
BRCA1 c.862del FS NMD PTC 1 1
BRCA1 c.869T>G NS unknown Unknown 3 1
BRCA1 c.873dup FS NMD PTC 1 1
BRCA1 c.874del FS NMD PTC 1 1
BRCA1 c.882del FS NMD PTC 1 1
BRCA1 c.892-­‐?_4096+?dup DP Unknown Unknown 3 1
BRCA1 c.895_896del FS NMD PTC 1 5
BRCA1 c.898G>T NS NMD PTC 1 1
BRCA1 c.89T>A NS NMD	  /	  Re-­‐initiationPTC 1 1
BRCA1 c.904del FS NMD PTC 1 1
BRCA1 c.922_924delinsT FS NMD PTC 1 13
BRCA1 c.923_924del FS NMD PTC 1 1
BRCA1 c.923del FS NMD PTC 1 4
BRCA1 c.924del FS NMD PTC 1 1
BRCA1 c.925A>T NS NMD PTC 1 2
BRCA1 c.927del FS NMD PTC 1 1
BRCA1 c.928C>T NS NMD PTC 1 6
BRCA1 c.929del FS NMD PTC 1 15
BRCA1 c.930del FS NMD PTC 1 6
BRCA1 c.93del FS NMD PTC 1 1
BRCA1 c.944_1007del FS NMD PTC 1 1
BRCA1 c.949C>T NS NMD PTC 1 1
BRCA1 c.952_1015del FS NMD PTC 1 13
BRCA1 c.953del FS NMD PTC 1 1
BRCA1 c.958del FS NMD PTC 1 1
BRCA1 c.959_960del FS NMD PTC 1 1
BRCA1 c.962G>A NS NMD PTC 1 44
BRCA1 c.963G>A NS NMD PTC 1 3
BRCA1 c.964del FS NMD PTC 1 5
BRCA1 c.966del FS NMD PTC 1 1
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BRCA1 c.979del FS NMD PTC 1 1
BRCA1 c.98_105del FS NMD PTC 1 1
BRCA1 c.981_982del FS NMD PTC 1 31
BRCA1 c.984_988del FS NMD PTC 1 4
BRCA2 c.10150C>T NS no	  NMD PTC 2 3
BRCA2 c.3879_3880del FS unknown Unknown 3 1
BRCA2 c.476-­‐3C>A S unknown Unknown 3 3
BRCA2 c.5158_5159insA FS unknown Unknown 3 1
BRCA2 c.516_516+1insC FS NMD PTC 1 1
BRCA2 c.5197_5198del FS unknown Unknown 3 1
BRCA2 c.6611del FS unknown Unknown 3 1
BRCA2 c.6752dup FS unknown Unknown 3 1
BRCA2 c.7977-­‐7C>G S NMD PTC 1 1
BRCA2 c.8713del FS unknown Unknown 3 1
BRCA2 c.9257-­‐?_9501+?del DL Unknown Unknown 3 1
BRCA2 c.(9257_9501)ins(400) ins unknown Unknown 3 1
BRCA2 c.-­‐227-­‐?_10257+?del DL no	  RNA no	  RNA 1 2
BRCA2 c.-­‐227-­‐?_425+?del DL no	  RNA no	  RNA 1 1
BRCA2 c.-­‐227-­‐?_67+?del DL no	  RNA no	  RNA 1 26
BRCA2 c.-­‐227-­‐?_67+?dup DP unknown Unknown 3 1
BRCA2 c.-­‐227-­‐?_6841+?del DL no	  RNA no	  RNA 1 3
BRCA2 c.-­‐227-­‐?_7007+?del DL no	  RNA no	  RNA 1 1
BRCA2 c.-­‐227-­‐?_9256+?del DL no	  RNA no	  RNA 1 2
BRCA2 c.-­‐39-­‐?_67+?del DL unknown Unknown 3 10
BRCA2 c.100G>T NS NMD PTC 1 12
BRCA2 c.1023T>A NS NMD PTC 1 1
BRCA2 c.1029del FS NMD PTC 1 6
BRCA2 c.103dup FS NMD PTC 1 1
BRCA2 c.1053dup FS NMD PTC 1 1
BRCA2 c.1054dup FS NMD PTC 1 4
BRCA2 c.1055dup FS NMD PTC 1 1
BRCA2 c.1058C>A NS NMD PTC 1 1
BRCA2 c.1058C>G NS NMD PTC 1 2
BRCA2 c.1069del FS NMD PTC 1 1
BRCA2 c.1097T>G NS NMD PTC 1 1
BRCA2 c.1097dup FS NMD PTC 1 1
BRCA2 c.10G>T NS NMD PTC 1 2
BRCA2 c.1103C>A NS NMD PTC 1 3
BRCA2 c.110C>A NS NMD PTC 1 1
BRCA2 c.110C>G NS NMD PTC 1 2
BRCA2 c.1117C>T NS NMD PTC 1 2
BRCA2 c.1128del FS NMD PTC 1 7
BRCA2 c.1134del FS NMD PTC 1 1
BRCA2 c.1138del FS NMD PTC 1 7
BRCA2 c.1147del FS NMD PTC 1 6
BRCA2 c.1153A>T NS NMD PTC 1 1
BRCA2 c.1156del FS NMD PTC 1 3
BRCA2 c.115del FS NMD PTC 1 6
BRCA2 c.1184G>A NS NMD PTC 1 1
BRCA2 c.1189_1190ins(4) FS NMD PTC 1 14
BRCA2 c.1189_1190insCAAC FS NMD PTC 1 4
BRCA2 c.1189_1190insTTAG FS NMD PTC 1 13
BRCA2 c.1189_1190insTTAT FS NMD PTC 1 1
BRCA2 c.1195del FS NMD PTC 1 1
BRCA2 c.1205del FS NMD PTC 1 1
BRCA2 c.120_123del FS NMD PTC 1 1
BRCA2 c.1212del FS NMD PTC 1 1
Page 91 of 114
John Wiley & Sons, Inc.
Human Mutation
1
2
3
4
5
6
7
8
9
10
11
12
13
14
15
16
17
18
19
20
21
22
23
24
25
26
27
28
29
30
31
32
33
34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
For Peer Review
BRCA2 c.1225del FS NMD PTC 1 1
BRCA2 c.1225delinsTTT FS NMD PTC 1 1
BRCA2 c.1226del FS NMD PTC 1 1
BRCA2 c.1231del FS NMD PTC 1 7
BRCA2 c.1232_1242delinsACAT FS NMD PTC 1 1
BRCA2 c.1233dup FS NMD PTC 1 2
BRCA2 c.1237del FS NMD PTC 1 1
BRCA2 c.1238del FS NMD PTC 1 21
BRCA2 c.1249del FS NMD PTC 1 1
BRCA2 c.1253C>A NS NMD PTC 1 1
BRCA2 c.1253C>G NS NMD PTC 1 1
BRCA2 c.1257del FS NMD PTC 1 6
BRCA2 c.1261C>T NS NMD PTC 1 1
BRCA2 c.1265del FS NMD PTC 1 5
BRCA2 c.127_128del FS NMD PTC 1 1
BRCA2 c.1286T>G NS NMD PTC 1 2
BRCA2 c.1287dup FS NMD PTC 1 1
BRCA2 c.1296_1297del FS NMD PTC 1 12
BRCA2 c.1298dup FS NMD PTC 1 1
BRCA2 c.1300_1303del FS NMD PTC 1 2
BRCA2 c.1308_1309del FS NMD PTC 1 4
BRCA2 c.1310_1313del FS NMD PTC 1 108
BRCA2 c.1317del FS NMD PTC 1 1
BRCA2 c.1318_1319dup FS NMD PTC 1 2
BRCA2 c.1325C>A NS NMD PTC 1 2
BRCA2 c.1327G>T NS NMD PTC 1 1
BRCA2 c.1334del FS NMD PTC 1 2
BRCA2 c.1362del FS NMD PTC 1 8
BRCA2 c.1368_1369del FS NMD PTC 1 2
BRCA2 c.1368_1369dup FS NMD PTC 1 1
BRCA2 c.1376T>G NS NMD PTC 1 2
BRCA2 c.1389_1390del FS NMD PTC 1 27
BRCA2 c.1399A>T NS NMD PTC 1 19
BRCA2 c.1404_1413del FS NMD PTC 1 2
BRCA2 c.1405_1406del FS NMD PTC 1 3
BRCA2 c.1408dup FS NMD PTC 1 2
BRCA2 c.1411G>T NS NMD PTC 1 3
BRCA2 c.1414C>T NS NMD PTC 1 2
BRCA2 c.1448_1451dup FS NMD PTC 1 3
BRCA2 c.1449_1451delinsTTCC FS NMD PTC 1 1
BRCA2 c.1454del FS NMD PTC 1 1
BRCA2 c.1456C>T NS NMD PTC 1 3
BRCA2 c.145G>T NS NMD PTC 1 54
BRCA2 c.1484dup FS NMD PTC 1 1
BRCA2 c.1496_1497del FS NMD PTC 1 5
BRCA2 c.1499del FS NMD PTC 1 6
BRCA2 c.1508del FS NMD PTC 1 1
BRCA2 c.1511_1512del FS NMD PTC 1 1
BRCA2 c.1514del FS NMD PTC 1 1
BRCA2 c.1528_1529del FS NMD PTC 1 1
BRCA2 c.1538_1541del FS NMD PTC 1 1
BRCA2 c.1540dup FS NMD PTC 1 1
BRCA2 c.1560_1561del FS NMD PTC 1 1
BRCA2 c.156_157insAlu ins unknown Unknown 3 44
BRCA2 c.1572del FS NMD PTC 1 1
BRCA2 c.1587_1590del FS NMD PTC 1 1
BRCA2 c.1587delinsCA FS NMD PTC 1 4
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BRCA2 c.1593dup FS NMD PTC 1 10
BRCA2 c.1594G>T NS NMD PTC 1 1
BRCA2 c.1594_1595del FS NMD PTC 1 1
BRCA2 c.1595_1599del FS NMD PTC 1 1
BRCA2 c.1597del FS NMD PTC 1 11
BRCA2 c.1599_1600del FS NMD PTC 1 1
BRCA2 c.161del FS NMD PTC 1 3
BRCA2 c.1621G>T NS NMD PTC 1 1
BRCA2 c.1636del FS NMD PTC 1 4
BRCA2 c.1642C>T NS NMD PTC 1 4
BRCA2 c.1648dup FS NMD PTC 1 1
BRCA2 c.1654del FS NMD PTC 1 4
BRCA2 c.1668_1671delinsATT FS NMD PTC 1 1
BRCA2 c.1670T>G NS NMD PTC 1 6
BRCA2 c.1670_1683del FS NMD PTC 1 1
BRCA2 c.1671_1674del FS NMD PTC 1 1
BRCA2 c.1672del FS NMD PTC 1 1
BRCA2 c.1674_1680del FS NMD PTC 1 1
BRCA2 c.1675del FS NMD PTC 1 1
BRCA2 c.1689G>A NS NMD PTC 1 13
BRCA2 c.1693_1696del FS NMD PTC 1 1
BRCA2 c.1705_1706del FS NMD PTC 1 1
BRCA2 c.1705del FS NMD PTC 1 3
BRCA2 c.1707_1708del FS NMD PTC 1 4
BRCA2 c.170dup FS NMD PTC 1 1
BRCA2 c.171C>G NS NMD PTC 1 1
BRCA2 c.1739_1754del FS NMD PTC 1 1
BRCA2 c.1748T>A NS NMD PTC 1 1
BRCA2 c.1748del FS NMD PTC 1 2
BRCA2 c.1754del FS NMD PTC 1 7
BRCA2 c.1755_1759del FS NMD PTC 1 13
BRCA2 c.1762_1766del FS NMD PTC 1 3
BRCA2 c.1763A>G S IFD IFD 2 1
BRCA2 c.1763_1766del FS NMD PTC 1 6
BRCA2 c.1765_1766del FS NMD PTC 1 1
BRCA2 c.1773_1776del FS NMD PTC 1 14
BRCA2 c.1774_1777del FS NMD PTC 1 1
BRCA2 c.1792del FS NMD PTC 1 5
BRCA2 c.1796_1800del FS NMD PTC 1 37
BRCA2 c.1797_1801del FS NMD PTC 1 1
BRCA2 c.1798_1802del FS NMD PTC 1 1
BRCA2 c.17_18del FS NMD PTC 1 2
BRCA2 c.1800T>A NS NMD PTC 1 3
BRCA2 c.1800T>G NS NMD PTC 1 1
BRCA2 c.1805del FS NMD PTC 1 2
BRCA2 c.1811_1812delinsG FS NMD PTC 1 2
BRCA2 c.1813del FS NMD PTC 1 43
BRCA2 c.1813dup FS NMD PTC 1 172
BRCA2 c.1815dup FS NMD PTC 1 12
BRCA2 c.1832C>A NS NMD PTC 1 7
BRCA2 c.1832C>G NS NMD PTC 1 2
BRCA2 c.1841_1844del FS NMD PTC 1 1
BRCA2 c.1842dup FS NMD PTC 1 6
BRCA2 c.1845_1846del FS NMD PTC 1 2
BRCA2 c.1850C>G NS NMD PTC 1 1
BRCA2 c.1854_1855insA FS NMD PTC 1 1
BRCA2 c.1855C>T NS NMD PTC 1 3
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BRCA2 c.1888_1889insAA FS NMD PTC 1 1
BRCA2 c.1888del FS NMD PTC 1 1
BRCA2 c.1889del FS NMD PTC 1 8
BRCA2 c.1899_1900insTT FS NMD PTC 1 6
BRCA2 c.1900_1901insTT FS NMD PTC 1 1
BRCA2 c.1906del FS NMD PTC 1 1
BRCA2 c.1909+1G>A S unknown Unknown 3 1
BRCA2 c.1913T>G NS NMD PTC 1 1
BRCA2 c.1929del FS NMD PTC 1 64
BRCA2 c.1943C>G NS NMD PTC 1 1
BRCA2 c.1945C>T NS NMD PTC 1 3
BRCA2 c.196C>T NS NMD PTC 1 5
BRCA2 c.1981_1984dup FS NMD PTC 1 1
BRCA2 c.1989del FS NMD PTC 1 1
BRCA2 c.200_1910-­‐877dup DP unknown Unknown 3 1
BRCA2 c.201_202dup FS NMD PTC 1 1
BRCA2 c.2023del FS NMD PTC 1 1
BRCA2 c.2025_2026del FS NMD PTC 1 1
BRCA2 c.2026del FS NMD PTC 1 1
BRCA2 c.2049_2050del FS NMD PTC 1 2
BRCA2 c.204del FS NMD PTC 1 5
BRCA2 c.2086G>T NS NMD PTC 1 1
BRCA2 c.2091dup FS NMD PTC 1 1
BRCA2 c.2092del FS NMD PTC 1 4
BRCA2 c.2094del FS NMD PTC 1 4
BRCA2 c.2095C>T NS NMD PTC 1 1
BRCA2 c.2095_2096del FS NMD PTC 1 1
BRCA2 c.2103_2106del FS NMD PTC 1 1
BRCA2 c.2111del FS NMD PTC 1 1
BRCA2 c.2129C>G NS NMD PTC 1 2
BRCA2 c.212dup FS NMD PTC 1 1
BRCA2 c.2137C>T NS NMD PTC 1 3
BRCA2 c.2147dup FS NMD PTC 1 1
BRCA2 c.2150del FS NMD PTC 1 2
BRCA2 c.2151T>A NS NMD PTC 1 2
BRCA2 c.215delinsTT FS NMD PTC 1 1
BRCA2 c.2175dup FS NMD PTC 1 4
BRCA2 c.2197del FS NMD PTC 1 1
BRCA2 c.2202_2203insAA FS NMD PTC 1 1
BRCA2 c.2206del FS NMD PTC 1 1
BRCA2 c.2208del FS NMD PTC 1 1
BRCA2 c.2209_2216del FS NMD PTC 1 1
BRCA2 c.2214T>A NS NMD PTC 1 3
BRCA2 c.2224C>T NS NMD PTC 1 3
BRCA2 c.2231C>G NS NMD PTC 1 6
BRCA2 c.2244_2245del FS NMD PTC 1 1
BRCA2 c.2245_2246insTTCAAAAGTGGAATTCAAAA FS NMD PTC 1 1
BRCA2 c.224_225insA FS NMD PTC 1 1
BRCA2 c.2251dup FS NMD PTC 1 1
BRCA2 c.2255dup FS NMD PTC 1 1
BRCA2 c.2259del FS NMD PTC 1 2
BRCA2 c.2271_2272del FS NMD PTC 1 1
BRCA2 c.2278_2279del FS NMD PTC 1 2
BRCA2 c.227C>G NS NMD PTC 1 2
BRCA2 c.22_23del FS NMD PTC 1 5
BRCA2 c.2312T>G NS NMD PTC 1 2
BRCA2 c.2330dup FS NMD PTC 1 13
Page 94 of 114
John Wiley & Sons, Inc.
Human Mutation
1
2
3
4
5
6
7
8
9
10
11
12
13
14
15
16
17
18
19
20
21
22
23
24
25
26
27
28
29
30
31
32
33
34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
For Peer Review
BRCA2 c.2339C>A/G NS NMD PTC 1 1
BRCA2 c.2339C>G NS NMD PTC 1 2
BRCA2 c.2368G>T NS NMD PTC 1 3
BRCA2 c.2376C>A NS NMD PTC 1 1
BRCA2 c.2380dup FS NMD PTC 1 1
BRCA2 c.2397del FS NMD PTC 1 1
BRCA2 c.2399dup FS NMD PTC 1 1
BRCA2 c.2402_2412del FS NMD PTC 1 1
BRCA2 c.2402_2420del FS NMD PTC 1 1
BRCA2 c.2409T>G NS NMD PTC 1 4
BRCA2 c.2421dup FS NMD PTC 1 1
BRCA2 c.2430_2437del FS NMD PTC 1 1
BRCA2 c.2435del FS NMD PTC 1 2
BRCA2 c.244A>T NS NMD PTC 1 10
BRCA2 c.2450del FS NMD PTC 1 2
BRCA2 c.2451_2452dup FS NMD PTC 1 1
BRCA2 c.2455C>T NS NMD PTC 1 3
BRCA2 c.2471T>G NS NMD PTC 1 1
BRCA2 c.2471_2476del FS NMD PTC 1 1
BRCA2 c.2471del FS NMD PTC 1 1
BRCA2 c.247G>T NS NMD PTC 1 1
BRCA2 c.248_249del FS NMD PTC 1 1
BRCA2 c.2490_2491insT FS NMD PTC 1 1
BRCA2 c.2509_2513del FS NMD PTC 1 1
BRCA2 c.250C>T NS NMD PTC 1 25
BRCA2 c.250del FS NMD PTC 1 1
BRCA2 c.2514del FS NMD PTC 1 4
BRCA2 c.2514dup FS NMD PTC 1 2
BRCA2 c.2517C>A NS NMD PTC 1 2
BRCA2 c.2526dup FS NMD PTC 1 1
BRCA2 c.2537C>G NS NMD PTC 1 1
BRCA2 c.2539A>T NS NMD PTC 1 1
BRCA2 c.2539dup FS NMD PTC 1 2
BRCA2 c.2545del FS NMD PTC 1 1
BRCA2 c.2548C>T NS NMD PTC 1 1
BRCA2 c.2553del FS NMD PTC 1 1
BRCA2 c.2564_2565del FS NMD PTC 1 1
BRCA2 c.2588dup FS NMD PTC 1 15
BRCA2 c.2593G>T NS NMD PTC 1 1
BRCA2 c.2595del FS NMD PTC 1 4
BRCA2 c.2603del FS NMD PTC 1 1
BRCA2 c.2606C>G NS NMD PTC 1 5
BRCA2 c.2612C>A NS NMD PTC 1 3
BRCA2 c.2617dup FS NMD PTC 1 1
BRCA2 c.2618dup FS NMD PTC 1 1
BRCA2 c.262_263del FS NMD PTC 1 24
BRCA2 c.2636_2637del FS NMD PTC 1 1
BRCA2 c.2641G>T NS NMD PTC 1 1
BRCA2 c.2648del FS NMD PTC 1 1
BRCA2 c.2650del FS NMD PTC 1 1
BRCA2 c.2651C>G NS NMD PTC 1 1
BRCA2 c.2653_2656del FS NMD PTC 1 5
BRCA2 c.2657del FS NMD PTC 1 3
BRCA2 c.266del FS NMD PTC 1 1
BRCA2 c.2684del FS NMD PTC 1 1
BRCA2 c.26del FS NMD PTC 1 16
BRCA2 c.2701del FS NMD PTC 1 9
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BRCA2 c.2703del FS NMD PTC 1 1
BRCA2 c.271_272del FS NMD PTC 1 2
BRCA2 c.273C>A NS NMD PTC 1 5
BRCA2 c.273C>G NS NMD PTC 1 1
BRCA2 c.2743_2747del FS NMD PTC 1 7
BRCA2 c.2745_2746del FS NMD PTC 1 3
BRCA2 c.2748T>A NS NMD PTC 1 2
BRCA2 c.2748del FS NMD PTC 1 1
BRCA2 c.2753del FS NMD PTC 1 1
BRCA2 c.2758_2759insATGG FS NMD PTC 1 1
BRCA2 c.2760del FS NMD PTC 1 3
BRCA2 c.2764_2777del FS NMD PTC 1 1
BRCA2 c.2765dup FS NMD PTC 1 1
BRCA2 c.276_317-­‐722delinsCCAT DL NMD PTC 1 2
BRCA2 c.276dup FS NMD PTC 1 3
BRCA2 c.2775dup FS NMD PTC 1 1
BRCA2 c.2778_2782delins(12) FS NMD PTC 1 1
BRCA2 c.2781_2785del FS NMD PTC 1 1
BRCA2 c.2786del FS NMD PTC 1 1
BRCA2 c.2786dup FS NMD PTC 1 5
BRCA2 c.2798_2799del FS NMD PTC 1 4
BRCA2 c.2808_2811del FS NMD PTC 1 324
BRCA2 c.2812_2815del FS NMD PTC 1 2
BRCA2 c.2818C>T NS NMD PTC 1 1
BRCA2 c.2830A>T NS NMD PTC 1 37
BRCA2 c.2833_2834insTT FS NMD PTC 1 2
BRCA2 c.2834_2835del FS NMD PTC 1 3
BRCA2 c.2835del FS NMD PTC 1 1
BRCA2 c.2836_2837del FS NMD PTC 1 3
BRCA2 c.2836del FS NMD PTC 1 3
BRCA2 c.2845del FS NMD PTC 1 1
BRCA2 c.2847T>A NS NMD PTC 1 1
BRCA2 c.2858del FS NMD PTC 1 1
BRCA2 c.2870del FS NMD PTC 1 1
BRCA2 c.2880del FS NMD PTC 1 1
BRCA2 c.2881C>T NS NMD PTC 1 2
BRCA2 c.2896dup FS NMD PTC 1 1
BRCA2 c.2899_2900del FS NMD PTC 1 2
BRCA2 c.289G>T NS NMD PTC 1 18
BRCA2 c.2905C>T NS NMD PTC 1 2
BRCA2 c.2912T>G NS NMD PTC 1 1
BRCA2 c.2930_2940del FS NMD PTC 1 1
BRCA2 c.2945del FS NMD PTC 1 1
BRCA2 c.2954_2957del FS NMD PTC 1 1
BRCA2 c.2957_2958insG FS NMD PTC 1 4
BRCA2 c.2957del FS NMD PTC 1 1
BRCA2 c.2957dup FS NMD PTC 1 7
BRCA2 c.2960dup FS NMD PTC 1 3
BRCA2 c.2971_2983del FS NMD PTC 1 1
BRCA2 c.2978G>A NS NMD PTC 1 3
BRCA2 c.2979G>A NS NMD PTC 1 6
BRCA2 c.2983G>T NS NMD PTC 1 1
BRCA2 c.2990T>G NS NMD PTC 1 1
BRCA2 c.2T>G MS unknown Unknown 3 6
BRCA2 c.3009_3010del FS NMD PTC 1 3
BRCA2 c.3018del FS NMD PTC 1 1
BRCA2 c.3043A>T NS NMD PTC 1 1
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BRCA2 c.3046G>T NS NMD PTC 1 5
BRCA2 c.3051del FS NMD PTC 1 2
BRCA2 c.3066dup FS NMD PTC 1 3
BRCA2 c.3067_3071del FS NMD PTC 1 1
BRCA2 c.3068del FS NMD PTC 1 2
BRCA2 c.3068dup FS NMD PTC 1 1
BRCA2 c.306dup FS NMD PTC 1 1
BRCA2 c.3075_3076delinsTT MS/FS NMD PTC 1 1
BRCA2 c.3076A>T NS NMD PTC 1 2
BRCA2 c.3100dup FS NMD PTC 1 1
BRCA2 c.3103G>T NS NMD PTC 1 10
BRCA2 c.3109C>T NS NMD PTC 1 32
BRCA2 c.3146del FS NMD PTC 1 1
BRCA2 c.314T>G NS NMD PTC 1 10
BRCA2 c.3150_3153delinsATTTT FS NMD PTC 1 1
BRCA2 c.3158T>G NS NMD PTC 1 12
BRCA2 c.316+1G>A S unknown Unknown 3 1
BRCA2 c.316+1G>C S unknown Unknown 3 3
BRCA2 c.316+2T>G S unknown Unknown 3 1
BRCA2 c.3160_3163del FS NMD PTC 1 8
BRCA2 c.3166C>T NS NMD PTC 1 2
BRCA2 c.3167_3170del FS NMD PTC 1 2
BRCA2 c.317-­‐?_425+?dup DP unknown Unknown 3 1
BRCA2 c.317-­‐?_631+?del DL unknown Unknown 3 1
BRCA2 c.3170_3174del FS NMD PTC 1 19
BRCA2 c.3171_3172del FS NMD PTC 1 2
BRCA2 c.3172A>T NS NMD PTC 1 4
BRCA2 c.3187C>T NS NMD PTC 1 3
BRCA2 c.3189_3192del FS NMD PTC 1 5
BRCA2 c.3195_3198del FS NMD PTC 1 7
BRCA2 c.3195del FS NMD PTC 1 1
BRCA2 c.3199del FS NMD PTC 1 19
BRCA2 c.3202del FS NMD PTC 1 1
BRCA2 c.3217C>T NS NMD PTC 1 1
BRCA2 c.3226_3230del FS NMD PTC 1 2
BRCA2 c.3244A>T NS NMD PTC 1 1
BRCA2 c.3248del FS NMD PTC 1 1
BRCA2 c.3248dup FS NMD PTC 1 1
BRCA2 c.3264dup FS NMD PTC 1 102
BRCA2 c.3265C>T NS NMD PTC 1 1
BRCA2 c.3267_3268del FS NMD PTC 1 1
BRCA2 c.3269del FS NMD PTC 1 1
BRCA2 c.3277del FS NMD PTC 1 1
BRCA2 c.3283C>T NS NMD PTC 1 1
BRCA2 c.3283del FS NMD PTC 1 1
BRCA2 c.3296C>A NS NMD PTC 1 5
BRCA2 c.3303_3336dup FS NMD PTC 1 1
BRCA2 c.3319C>T NS NMD PTC 1 3
BRCA2 c.3335del FS NMD PTC 1 1
BRCA2 c.3337_3338del FS NMD PTC 1 1
BRCA2 c.3346_3347del FS NMD PTC 1 1
BRCA2 c.3352_3356del FS NMD PTC 1 1
BRCA2 c.3353_3355del FS NMD PTC 1 2
BRCA2 c.3354del FS NMD PTC 1 2
BRCA2 c.3362C>G NS NMD PTC 1 3
BRCA2 c.3405C>A NS NMD PTC 1 10
BRCA2 c.3407_3408ins(100) FS NMD PTC 1 1
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BRCA2 c.3409_3421del FS NMD PTC 1 1
BRCA2 c.3412C>T NS NMD PTC 1 2
BRCA2 c.3422del FS NMD PTC 1 1
BRCA2 c.3442C>T NS NMD PTC 1 2
BRCA2 c.3451_3452del FS NMD PTC 1 1
BRCA2 c.3452dup FS NMD PTC 1 1
BRCA2 c.3453del FS NMD PTC 1 1
BRCA2 c.3455T>A NS NMD PTC 1 1
BRCA2 c.3455T>G NS NMD PTC 1 4
BRCA2 c.3458del FS NMD PTC 1 2
BRCA2 c.3465_3466del FS NMD PTC 1 2
BRCA2 c.3481_3482dup FS NMD PTC 1 1
BRCA2 c.3487del FS NMD PTC 1 1
BRCA2 c.3489del FS NMD PTC 1 1
BRCA2 c.3492dup FS NMD PTC 1 1
BRCA2 c.3497del FS NMD PTC 1 1
BRCA2 c.3500_3501del FS NMD PTC 1 2
BRCA2 c.3502dup FS NMD PTC 1 1
BRCA2 c.3523C>T NS NMD PTC 1 1
BRCA2 c.3530_3533del FS NMD PTC 1 5
BRCA2 c.3545_3546del FS NMD PTC 1 29
BRCA2 c.3554_3555del FS NMD PTC 1 1
BRCA2 c.3564_3567del FS NMD PTC 1 1
BRCA2 c.3570del FS NMD PTC 1 2
BRCA2 c.3593dup FS NMD PTC 1 1
BRCA2 c.3596_3599del FS NMD PTC 1 1
BRCA2 c.3599_3600del FS NMD PTC 1 32
BRCA2 c.3603del FS NMD PTC 1 1
BRCA2 c.3631G>T NS NMD PTC 1 1
BRCA2 c.3637del FS NMD PTC 1 2
BRCA2 c.3641dup FS NMD PTC 1 1
BRCA2 c.3645_3646delinsTAAAAAG FS NMD PTC 1 3
BRCA2 c.3680_3681del FS NMD PTC 1 14
BRCA2 c.3682_3685del FS NMD PTC 1 1
BRCA2 c.3685_3686del FS NMD PTC 1 1
BRCA2 c.3689del FS NMD PTC 1 10
BRCA2 c.368_372del FS NMD PTC 1 1
BRCA2 c.36dup FS NMD PTC 1 3
BRCA2 c.3708dup FS NMD PTC 1 2
BRCA2 c.370_374del FS NMD PTC 1 1
BRCA2 c.370del FS NMD PTC 1 6
BRCA2 c.3717del FS NMD PTC 1 6
BRCA2 c.3723_3725delinsAT FS NMD PTC 1 1
BRCA2 c.3723del FS NMD PTC 1 2
BRCA2 c.3724dup FS NMD PTC 1 1
BRCA2 c.3728dup FS NMD PTC 1 1
BRCA2 c.3739del FS NMD PTC 1 5
BRCA2 c.3741del FS NMD PTC 1 2
BRCA2 c.3744_3747del FS NMD PTC 1 50
BRCA2 c.3751dup FS NMD PTC 1 1
BRCA2 c.3772del FS NMD PTC 1 2
BRCA2 c.3778_3779del FS NMD PTC 1 2
BRCA2 c.3779del FS NMD PTC 1 1
BRCA2 c.3779dup FS NMD PTC 1 1
BRCA2 c.3785C>G NS NMD PTC 1 10
BRCA2 c.37G>T NS NMD PTC 1 6
BRCA2 c.37_44del FS NMD PTC 1 2
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BRCA2 c.3812C>G NS NMD PTC 1 2
BRCA2 c.3814_3815insC FS NMD PTC 1 3
BRCA2 c.3819dup FS NMD PTC 1 1
BRCA2 c.3824_3827del FS NMD PTC 1 1
BRCA2 c.3829_3830del FS NMD PTC 1 1
BRCA2 c.3837del FS NMD PTC 1 1
BRCA2 c.3847_3848del FS NMD PTC 1 164
BRCA2 c.3847del FS NMD PTC 1 9
BRCA2 c.3849_3852del FS NMD PTC 1 1
BRCA2 c.3860_3863del FS NMD PTC 1 1
BRCA2 c.3860del FS NMD PTC 1 29
BRCA2 c.3860dup FS NMD PTC 1 6
BRCA2 c.3861_3864del FS NMD PTC 1 2
BRCA2 c.3865_3868del FS NMD PTC 1 16
BRCA2 c.3866_3867del FS NMD PTC 1 1
BRCA2 c.3866_3869del FS NMD PTC 1 2
BRCA2 c.3867dup FS NMD PTC 1 1
BRCA2 c.3871C>T NS NMD PTC 1 1
BRCA2 c.3873del FS NMD PTC 1 2
BRCA2 c.3881T>G NS NMD PTC 1 3
BRCA2 c.3915del FS NMD PTC 1 12
BRCA2 c.3919del FS NMD PTC 1 1
BRCA2 c.391del FS NMD PTC 1 1
BRCA2 c.3920_3941del FS NMD PTC 1 1
BRCA2 c.3922G>T NS NMD PTC 1 31
BRCA2 c.3936_3954del FS NMD PTC 1 2
BRCA2 c.3939C>A NS NMD PTC 1 4
BRCA2 c.3957_3958del FS NMD PTC 1 1
BRCA2 c.3967A>T NS NMD PTC 1 2
BRCA2 c.3968_3971del FS NMD PTC 1 1
BRCA2 c.396T>A NS NMD PTC 1 4
BRCA2 c.3972_3973del FS NMD PTC 1 1
BRCA2 c.3972_3975del FS NMD PTC 1 1
BRCA2 c.3975_3978dup FS NMD PTC 1 10
BRCA2 c.3978_3979insTTGC FS NMD PTC 1 10
BRCA2 c.3G>A MS unknown Unknown 3 11
BRCA2 c.3del FS unknown Unknown 3 6
BRCA2 c.4001T>A NS NMD PTC 1 2
BRCA2 c.4003G>T NS NMD PTC 1 4
BRCA2 c.4005dup FS NMD PTC 1 1
BRCA2 c.4014_4015insGG FS NMD PTC 1 1
BRCA2 c.4021del FS NMD PTC 1 1
BRCA2 c.4021dup FS NMD PTC 1 1
BRCA2 c.4030_4035delinsC FS NMD PTC 1 6
BRCA2 c.4037_4038del FS NMD PTC 1 8
BRCA2 c.4042dup FS NMD PTC 1 1
BRCA2 c.4051A>T NS NMD PTC 1 1
BRCA2 c.4058_4062del FS NMD PTC 1 1
BRCA2 c.4076del FS NMD PTC 1 1
BRCA2 c.407del FS NMD PTC 1 7
BRCA2 c.4092dup FS NMD PTC 1 1
BRCA2 c.4095del FS NMD PTC 1 3
BRCA2 c.4098_4099insCATC FS NMD PTC 1 1
BRCA2 c.4101del FS NMD PTC 1 1
BRCA2 c.4111C>T NS NMD PTC 1 4
BRCA2 c.4121del FS NMD PTC 1 1
BRCA2 c.4124del FS NMD PTC 1 1
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BRCA2 c.4127_4130del FS NMD PTC 1 4
BRCA2 c.4131_4132insTGAGGA FS NMD PTC 1 17
BRCA2 c.4133_4136del FS NMD PTC 1 7
BRCA2 c.4137_4141del FS NMD PTC 1 2
BRCA2 c.4146_4149del FS NMD PTC 1 1
BRCA2 c.4151T>A NS NMD PTC 1 1
BRCA2 c.4154C>A NS NMD PTC 1 1
BRCA2 c.4163_4164delinsA FS NMD PTC 1 20
BRCA2 c.4168_4169del FS NMD PTC 1 1
BRCA2 c.4169del FS NMD PTC 1 9
BRCA2 c.4169dup FS NMD PTC 1 1
BRCA2 c.4171del FS NMD PTC 1 4
BRCA2 c.4188del FS NMD PTC 1 4
BRCA2 c.4211C>G NS NMD PTC 1 2
BRCA2 c.4211_4215del FS NMD PTC 1 1
BRCA2 c.4211del FS NMD PTC 1 2
BRCA2 c.4222C>T NS NMD PTC 1 14
BRCA2 c.4223del FS NMD PTC 1 1
BRCA2 c.4229_4230insA FS NMD PTC 1 1
BRCA2 c.4243G>T NS NMD PTC 1 2
BRCA2 c.425+1G>A S unknown Unknown 3 2
BRCA2 c.4258del FS NMD PTC 1 18
BRCA2 c.425G>A MS/FS NMD PTC 1 2
BRCA2 c.426-­‐2A>G S unknown Unknown 3 1
BRCA2 c.426-­‐2A>T S unknown Unknown 3 1
BRCA2 c.426-­‐6_438del S unknown Unknown 3 1
BRCA2 c.426-­‐?_631+?del DL unknown Unknown 3 2
BRCA2 c.426-­‐?_6841+?dup DP unknown Unknown 3 3
BRCA2 c.4264_4270del FS NMD PTC 1 1
BRCA2 c.4271del FS NMD PTC 1 1
BRCA2 c.4276dup FS NMD PTC 1 5
BRCA2 c.4277del FS NMD PTC 1 2
BRCA2 c.4284dup FS NMD PTC 1 31
BRCA2 c.4285_4286insT FS NMD PTC 1 1
BRCA2 c.428dup FS NMD PTC 1 5
BRCA2 c.4304del FS NMD PTC 1 1
BRCA2 c.4305del FS NMD PTC 1 2
BRCA2 c.4306_4307del FS NMD PTC 1 3
BRCA2 c.4314del FS NMD PTC 1 3
BRCA2 c.4319_4320del FS NMD PTC 1 2
BRCA2 c.4325C>A NS NMD PTC 1 2
BRCA2 c.4334_4338del FS NMD PTC 1 1
BRCA2 c.433_437del FS NMD PTC 1 1
BRCA2 c.4366G>T NS NMD PTC 1 1
BRCA2 c.4380_4381del FS NMD PTC 1 2
BRCA2 c.4385dup FS NMD PTC 1 1
BRCA2 c.438del FS NMD PTC 1 1
BRCA2 c.4397T>A NS NMD PTC 1 1
BRCA2 c.4398_4402del FS NMD PTC 1 9
BRCA2 c.439C>T NS NMD PTC 1 1
BRCA2 c.4402_4403insA FS NMD PTC 1 1
BRCA2 c.4404dup FS NMD PTC 1 1
BRCA2 c.4405_4409del FS NMD PTC 1 6
BRCA2 c.4409_4413del FS NMD PTC 1 1
BRCA2 c.4414_4415del FS NMD PTC 1 2
BRCA2 c.4415_4418del FS NMD PTC 1 10
BRCA2 c.441del FS NMD PTC 1 1
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BRCA2 c.4424dup FS NMD PTC 1 2
BRCA2 c.4429del FS NMD PTC 1 1
BRCA2 c.4440T>G NS NMD PTC 1 4
BRCA2 c.4449del FS NMD PTC 1 28
BRCA2 c.4456_4459del FS NMD PTC 1 3
BRCA2 c.4458del FS NMD PTC 1 1
BRCA2 c.4460_4461del FS NMD PTC 1 1
BRCA2 c.4467_4474delinsTGTTTTT FS NMD PTC 1 3
BRCA2 c.4472_4475del FS NMD PTC 1 6
BRCA2 c.4476dup FS NMD PTC 1 1
BRCA2 c.4478_4481del FS NMD PTC 1 73
BRCA2 c.4480dup FS NMD PTC 1 1
BRCA2 c.4519del FS NMD PTC 1 1
BRCA2 c.4525C>T NS NMD PTC 1 1
BRCA2 c.4530del FS NMD PTC 1 1
BRCA2 c.4533del FS NMD PTC 1 1
BRCA2 c.4535del FS NMD PTC 1 1
BRCA2 c.4539_4540ins(4) FS NMD PTC 1 1
BRCA2 c.4540_4541insCGAT FS NMD PTC 1 1
BRCA2 c.4551_4554del FS NMD PTC 1 1
BRCA2 c.4552G>T NS NMD PTC 1 1
BRCA2 c.4552del FS NMD PTC 1 8
BRCA2 c.4554del FS NMD PTC 1 9
BRCA2 c.4556del FS NMD PTC 1 2
BRCA2 c.4563_4564del FS NMD PTC 1 3
BRCA2 c.4576dup FS NMD PTC 1 2
BRCA2 c.4588A>T NS NMD PTC 1 5
BRCA2 c.4593dup FS NMD PTC 1 2
BRCA2 c.4615_4616del FS NMD PTC 1 1
BRCA2 c.462_463del FS NMD PTC 1 13
BRCA2 c.4631del FS NMD PTC 1 12
BRCA2 c.4631dup FS NMD PTC 1 9
BRCA2 c.4638_4640delinsGG FS NMD PTC 1 1
BRCA2 c.4638del FS NMD PTC 1 17
BRCA2 c.4647_4650del FS NMD PTC 1 3
BRCA2 c.4648G>T NS NMD PTC 1 1
BRCA2 c.466_467del FS NMD PTC 1 1
BRCA2 c.4691dup FS NMD PTC 1 1
BRCA2 c.469_470del FS NMD PTC 1 12
BRCA2 c.470_474del FS NMD PTC 1 7
BRCA2 c.470del FS NMD PTC 1 1
BRCA2 c.470dup FS NMD PTC 1 1
BRCA2 c.4712_4713del FS NMD PTC 1 2
BRCA2 c.471_472insA FS NMD PTC 1 3
BRCA2 c.4722dup FS NMD PTC 1 2
BRCA2 c.473C>A NS NMD PTC 1 1
BRCA2 c.4740_4741dup FS NMD PTC 1 1
BRCA2 c.4741delinsAA FS NMD PTC 1 1
BRCA2 c.475+1G>A S NMD PTC 1 2
BRCA2 c.475+1G>T S NMD PTC 1 8
BRCA2 c.475+3A>G S NMD PTC 1 1
BRCA2 c.475+3A>T S NMD PTC 1 1
BRCA2 c.475G>A MS/S unknown PTC 3 2
BRCA2 c.476-­‐2A>C S NMD PTC 1 3
BRCA2 c.476-­‐2A>G S NMD PTC 1 8
BRCA2 c.476-­‐4_476-­‐1del S NMD PTC 1 1
BRCA2 c.4766del FS NMD PTC 1 1
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BRCA2 c.4780del FS NMD PTC 1 2
BRCA2 c.4783C>T NS NMD PTC 1 1
BRCA2 c.4797del FS NMD PTC 1 1
BRCA2 c.4799del FS NMD PTC 1 1
BRCA2 c.4808del FS NMD PTC 1 2
BRCA2 c.4828dup FS NMD PTC 1 2
BRCA2 c.4829_4830del FS NMD PTC 1 7
BRCA2 c.4853delinsGCTCT FS NMD PTC 1 1
BRCA2 c.4859T>G NS NMD PTC 1 1
BRCA2 c.4876_4877del FS NMD PTC 1 26
BRCA2 c.4889C>G NS NMD PTC 1 35
BRCA2 c.4894_4895del FS NMD PTC 1 1
BRCA2 c.48_50delinsATCGATCGAT FS NMD PTC 1 1
BRCA2 c.4904dup FS NMD PTC 1 1
BRCA2 c.4912A>T NS NMD PTC 1 1
BRCA2 c.4930_4937del FS NMD PTC 1 1
BRCA2 c.4935del FS NMD PTC 1 9
BRCA2 c.4936_4939del FS NMD PTC 1 35
BRCA2 c.4939dup FS NMD PTC 1 1
BRCA2 c.4940_4941del FS NMD PTC 1 4
BRCA2 c.4947_4948del FS NMD PTC 1 2
BRCA2 c.4952del FS NMD PTC 1 1
BRCA2 c.4960dup FS NMD PTC 1 2
BRCA2 c.4963del FS NMD PTC 1 4
BRCA2 c.4964dup FS NMD PTC 1 3
BRCA2 c.4965C>A NS NMD PTC 1 2
BRCA2 c.4965C>A/G NS NMD PTC 1 2
BRCA2 c.4965C>G NS NMD PTC 1 26
BRCA2 c.4965del FS NMD PTC 1 3
BRCA2 c.4981del FS NMD PTC 1 1
BRCA2 c.4985C>G NS NMD PTC 1 1
BRCA2 c.5016C>G NS NMD PTC 1 2
BRCA2 c.5035del FS NMD PTC 1 3
BRCA2 c.5039_5040del FS NMD PTC 1 1
BRCA2 c.5042_5043del FS NMD PTC 1 4
BRCA2 c.5049_5050del FS NMD PTC 1 1
BRCA2 c.5050_5065del FS NMD PTC 1 1
BRCA2 c.506del FS NMD PTC 1 1
BRCA2 c.5073dup FS NMD PTC 1 63
BRCA2 c.5080A>T NS NMD PTC 1 1
BRCA2 c.5086_5087insA FS NMD PTC 1 1
BRCA2 c.5101C>T FS NMD PTC 1 1
BRCA2 c.5110_5113del FS NMD PTC 1 2
BRCA2 c.5110del FS NMD PTC 1 1
BRCA2 c.5115_5119delinsG FS NMD PTC 1 1
BRCA2 c.5116_5119del FS NMD PTC 1 14
BRCA2 c.5119_5122del FS NMD PTC 1 1
BRCA2 c.5119dup FS NMD PTC 1 2
BRCA2 c.5125_5129del FS NMD PTC 1 1
BRCA2 c.5130_5133del FS NMD PTC 1 22
BRCA2 c.5141_5144del FS NMD PTC 1 7
BRCA2 c.5146_5149del FS NMD PTC 1 15
BRCA2 c.5154_5158del FS NMD PTC 1 1
BRCA2 c.5157_5161del FS NMD PTC 1 2
BRCA2 c.5158dup FS NMD PTC 1 11
BRCA2 c.5159C>G NS NMD PTC 1 1
BRCA2 c.516+1G>A S unknown Unknown 3 3
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BRCA2 c.516+1G>C S unknown Unknown 3 2
BRCA2 c.516+1G>T S unknown Unknown 3 24
BRCA2 c.516+1del S unknown Unknown 3 1
BRCA2 c.516+2T>A S unknown Unknown 3 3
BRCA2 c.5160_5168delinsTACAA FS NMD PTC 1 1
BRCA2 c.5161_5169delins(5) FS NMD PTC 1 1
BRCA2 c.5164_5165del FS NMD PTC 1 13
BRCA2 c.516G>A S unknown Unknown 3 7
BRCA2 c.517-­‐1G>A S unknown Unknown 3 1
BRCA2 c.517-­‐1G>T S unknown Unknown 3 1
BRCA2 c.517-­‐2A>G S unknown Unknown 3 16
BRCA2 c.5170dup FS NMD PTC 1 1
BRCA2 c.517G>C MS/S unknown Unknown 3 1
BRCA2 c.5180del FS NMD PTC 1 1
BRCA2 c.5180dup FS NMD PTC 1 1
BRCA2 c.518del FS NMD PTC 1 3
BRCA2 c.5195del FS NMD PTC 1 1
BRCA2 c.5197dup FS NMD PTC 1 1
BRCA2 c.5198_5199dup FS NMD PTC 1 1
BRCA2 c.51_52del FS NMD PTC 1 5
BRCA2 c.51dup FS NMD PTC 1 1
BRCA2 c.5205del FS NMD PTC 1 1
BRCA2 c.5207_5208del FS NMD PTC 1 1
BRCA2 c.5208del FS NMD PTC 1 2
BRCA2 c.5213_5216del FS NMD PTC 1 35
BRCA2 c.5213del FS NMD PTC 1 1
BRCA2 c.5216dup FS NMD PTC 1 2
BRCA2 c.5217T>A NS NMD PTC 1 2
BRCA2 c.5217_5218delinsA FS NMD PTC 1 1
BRCA2 c.5217_5220del FS NMD PTC 1 4
BRCA2 c.5217_5221del FS NMD PTC 1 2
BRCA2 c.5217_5223del FS NMD PTC 1 11
BRCA2 c.5217_5224del FS NMD PTC 1 2
BRCA2 c.5218_5224del FS NMD PTC 1 1
BRCA2 c.5219del FS NMD PTC 1 2
BRCA2 c.5219dup FS NMD PTC 1 1
BRCA2 c.5222_5225del FS NMD PTC 1 6
BRCA2 c.5238dup FS NMD PTC 1 34
BRCA2 c.5239_5240insT FS NMD PTC 1 2
BRCA2 c.5241_5242insTA FS NMD PTC 1 1
BRCA2 c.5254del FS NMD PTC 1 1
BRCA2 c.5263G>T NS NMD PTC 1 1
BRCA2 c.5270_5273del FS NMD PTC 1 1
BRCA2 c.5270_5286del FS NMD PTC 1 2
BRCA2 c.5279C>G NS NMD PTC 1 10
BRCA2 c.5281G>T NS NMD PTC 1 1
BRCA2 c.5286T>A NS NMD PTC 1 4
BRCA2 c.5290_5291del FS NMD PTC 1 3
BRCA2 c.5298del FS NMD PTC 1 1
BRCA2 c.52_61del FS NMD PTC 1 1
BRCA2 c.5303_5304del FS NMD PTC 1 16
BRCA2 c.5303_5311delinsA FS NMD PTC 1 1
BRCA2 c.5329_5334delinsG FS NMD PTC 1 1
BRCA2 c.5334_5340del FS NMD PTC 1 1
BRCA2 c.5338dup FS NMD PTC 1 1
BRCA2 c.5344C>T NS NMD PTC 1 4
BRCA2 c.5350_5351del FS NMD PTC 1 61
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BRCA2 c.5350_5351delinsT FS NMD PTC 1 2
BRCA2 c.5350_5351dup FS NMD PTC 1 2
BRCA2 c.5351del FS NMD PTC 1 15
BRCA2 c.5351dup FS NMD PTC 1 25
BRCA2 c.5352del FS NMD PTC 1 3
BRCA2 c.5353_5354del FS NMD PTC 1 1
BRCA2 c.5353del FS NMD PTC 1 1
BRCA2 c.5355dup FS NMD PTC 1 1
BRCA2 c.5357del FS NMD PTC 1 1
BRCA2 c.5365A>T NS NMD PTC 1 1
BRCA2 c.5378del FS NMD PTC 1 1
BRCA2 c.538_539del FS NMD PTC 1 2
BRCA2 c.538_539dup FS NMD PTC 1 20
BRCA2 c.5410_5411del FS NMD PTC 1 20
BRCA2 c.541del FS NMD PTC 1 3
BRCA2 c.5434G>T NS NMD PTC 1 1
BRCA2 c.5442_5445dup FS NMD PTC 1 1
BRCA2 c.5459_5460dup FS NMD PTC 1 1
BRCA2 c.5471del FS NMD PTC 1 3
BRCA2 c.5471dup FS NMD PTC 1 1
BRCA2 c.5472_5473insA FS NMD PTC 1 3
BRCA2 c.5482_5486del FS NMD PTC 1 5
BRCA2 c.5542del FS NMD PTC 1 6
BRCA2 c.5550_5551del FS NMD PTC 1 2
BRCA2 c.5550_5566delinsTTGGCT FS NMD PTC 1 1
BRCA2 c.5557del FS NMD PTC 1 2
BRCA2 c.5560_5561del FS NMD PTC 1 3
BRCA2 c.5564C>A NS NMD PTC 1 1
BRCA2 c.5569G>T NS NMD PTC 1 3
BRCA2 c.5569_5573del FS NMD PTC 1 3
BRCA2 c.5576_5579del FS NMD PTC 1 57
BRCA2 c.5577_5580del FS NMD PTC 1 1
BRCA2 c.5577del FS NMD PTC 1 1
BRCA2 c.5580_5583del FS NMD PTC 1 19
BRCA2 c.5583dup FS NMD PTC 1 1
BRCA2 c.5585_5588del FS NMD PTC 1 2
BRCA2 c.5590_5591del FS NMD PTC 1 2
BRCA2 c.5592_5593del FS NMD PTC 1 1
BRCA2 c.5595_5596del FS NMD PTC 1 3
BRCA2 c.5603_5606del FS NMD PTC 1 1
BRCA2 c.5609_5610delinsAG NS NMD PTC 1 14
BRCA2 c.5609dup FS NMD PTC 1 1
BRCA2 c.5614A>T NS NMD PTC 1 9
BRCA2 c.5616_5620del FS NMD PTC 1 9
BRCA2 c.5616del FS NMD PTC 1 1
BRCA2 c.5621_5624del FS NMD PTC 1 22
BRCA2 c.5623A>T NS NMD PTC 1 1
BRCA2 c.5624del FS NMD PTC 1 1
BRCA2 c.5635G>T NS NMD PTC 1 2
BRCA2 c.5641_5644del FS NMD PTC 1 14
BRCA2 c.5645C>A NS NMD PTC 1 100
BRCA2 c.5645C>G NS NMD PTC 1 7
BRCA2 c.5651_5652insA FS NMD PTC 1 1
BRCA2 c.5653dup FS NMD PTC 1 1
BRCA2 c.5655C>A NS NMD PTC 1 6
BRCA2 c.5656C>T NS NMD PTC 1 8
BRCA2 c.5665del FS NMD PTC 1 1
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BRCA2 c.5669_5673del FS NMD PTC 1 3
BRCA2 c.566_567insG FS NMD PTC 1 1
BRCA2 c.5677_5678insA FS NMD PTC 1 1
BRCA2 c.5681dup FS NMD PTC 1 23
BRCA2 c.5682C>A NS NMD PTC 1 4
BRCA2 c.5682C>A/G NS NMD PTC 1 2
BRCA2 c.5682C>G NS NMD PTC 1 144
BRCA2 c.568_575del FS NMD PTC 1 1
BRCA2 c.5692del FS NMD PTC 1 2
BRCA2 c.5699C>A NS NMD PTC 1 1
BRCA2 c.5701_5714del FS NMD PTC 1 1
BRCA2 c.5702_5703del FS NMD PTC 1 1
BRCA2 c.5720_5723del FS NMD PTC 1 10
BRCA2 c.5722_5723del FS NMD PTC 1 104
BRCA2 c.5723_5724del FS NMD PTC 1 5
BRCA2 c.572delinsCT FS NMD PTC 1 3
BRCA2 c.5734G>T NS NMD PTC 1 2
BRCA2 c.574_575del FS NMD PTC 1 26
BRCA2 c.5750C>A NS NMD PTC 1 1
BRCA2 c.5754_5755del FS NMD PTC 1 6
BRCA2 c.5763dup FS NMD PTC 1 5
BRCA2 c.5771_5774del FS NMD PTC 1 5
BRCA2 c.5778_5779del FS NMD PTC 1 1
BRCA2 c.5782G>T NS NMD PTC 1 4
BRCA2 c.5789T>A NS NMD PTC 1 1
BRCA2 c.5789del FS NMD PTC 1 2
BRCA2 c.5791C>T NS NMD PTC 1 2
BRCA2 c.5796_5797del FS NMD PTC 1 35
BRCA2 c.5799_5802del FS NMD PTC 1 5
BRCA2 c.5800C>T NS NMD PTC 1 1
BRCA2 c.5809_5812del FS NMD PTC 1 2
BRCA2 c.5811_5812del FS NMD PTC 1 1
BRCA2 c.581G>A NS NMD PTC 1 5
BRCA2 c.5823del FS NMD PTC 1 3
BRCA2 c.5828del FS NMD PTC 1 9
BRCA2 c.582G>A NS NMD PTC 1 2
BRCA2 c.5835_5842dup FS NMD PTC 1 9
BRCA2 c.5835dup FS NMD PTC 1 1
BRCA2 c.583del FS NMD PTC 1 1
BRCA2 c.584C>G NS NMD PTC 1 1
BRCA2 c.5851_5854del FS NMD PTC 1 27
BRCA2 c.5855T>A NS NMD PTC 1 1
BRCA2 c.5855_5856insAGTT FS NMD PTC 1 1
BRCA2 c.5857G>T NS NMD PTC 1 50
BRCA2 c.5862_5863del FS NMD PTC 1 1
BRCA2 c.5863del FS NMD PTC 1 1
BRCA2 c.5864C>A NS NMD PTC 1 30
BRCA2 c.5898del FS NMD PTC 1 3
BRCA2 c.5904_5907del FS NMD PTC 1 11
BRCA2 c.5904dup FS NMD PTC 1 1
BRCA2 c.5909C>A NS NMD PTC 1 59
BRCA2 c.5918del FS NMD PTC 1 1
BRCA2 c.5934dup FS NMD PTC 1 2
BRCA2 c.5945dup FS NMD PTC 1 1
BRCA2 c.5946del FS NMD PTC 1 1376
BRCA2 c.5948del FS NMD PTC 1 1
BRCA2 c.594_598dup FS NMD PTC 1 1
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BRCA2 c.5959C>T NS NMD PTC 1 1
BRCA2 c.595_598del FS NMD PTC 1 1
BRCA2 c.5966C>G NS NMD PTC 1 1
BRCA2 c.5966dup FS NMD PTC 1 1
BRCA2 c.5967dup FS NMD PTC 1 1
BRCA2 c.5969del FS NMD PTC 1 1
BRCA2 c.596_6540del DL unknown Unknown 3 1
BRCA2 c.5975C>G NS NMD PTC 1 1
BRCA2 c.5980C>T NS NMD PTC 1 3
BRCA2 c.5984dup FS NMD PTC 1 3
BRCA2 c.5985_5986insA FS NMD PTC 1 4
BRCA2 c.5992C>T NS NMD PTC 1 1
BRCA2 c.5993_5994del FS NMD PTC 1 5
BRCA2 c.5994del FS NMD PTC 1 1
BRCA2 c.5del FS NMD PTC 1 1
BRCA2 c.6010_6014del FS NMD PTC 1 1
BRCA2 c.6011_6017del FS NMD PTC 1 1
BRCA2 c.6012_6016del FS NMD PTC 1 1
BRCA2 c.6016_6019del FS NMD PTC 1 1
BRCA2 c.6024dup FS NMD PTC 1 13
BRCA2 c.6025C>T NS NMD PTC 1 1
BRCA2 c.6033_6034del FS NMD PTC 1 1
BRCA2 c.6033_6034insGT FS NMD PTC 1 1
BRCA2 c.6037A>T NS NMD PTC 1 33
BRCA2 c.6039del FS NMD PTC 1 2
BRCA2 c.6048del FS NMD PTC 1 2
BRCA2 c.6049A>T NS NMD PTC 1 1
BRCA2 c.6052_6053del FS NMD PTC 1 1
BRCA2 c.6058G>T NS NMD PTC 1 1
BRCA2 c.6059_6062del FS NMD PTC 1 6
BRCA2 c.6065C>G NS NMD PTC 1 6
BRCA2 c.6067_6076del FS NMD PTC 1 1
BRCA2 c.6070C>T NS NMD PTC 1 1
BRCA2 c.6078_6079del FS NMD PTC 1 7
BRCA2 c.6079dup FS NMD PTC 1 19
BRCA2 c.6081dup FS NMD PTC 1 1
BRCA2 c.6082G>T NS NMD PTC 1 1
BRCA2 c.6082_6083del FS NMD PTC 1 1
BRCA2 c.6082_6086del FS NMD PTC 1 13
BRCA2 c.6085G>T NS NMD PTC 1 5
BRCA2 c.6096dup FS NMD PTC 1 2
BRCA2 c.6099del FS NMD PTC 1 1
BRCA2 c.610del FS NMD PTC 1 1
BRCA2 c.6124C>T NS NMD PTC 1 5
BRCA2 c.6129del FS NMD PTC 1 1
BRCA2 c.6129dup FS NMD PTC 1 3
BRCA2 c.6137_6138del FS NMD PTC 1 1
BRCA2 c.6145del FS NMD PTC 1 1
BRCA2 c.6169G>T NS NMD PTC 1 2
BRCA2 c.6199del FS NMD PTC 1 1
BRCA2 c.6201del FS NMD PTC 1 1
BRCA2 c.6202dup FS NMD PTC 1 1
BRCA2 c.6203_6204insA FS NMD PTC 1 3
BRCA2 c.6206T>G NS NMD PTC 1 4
BRCA2 c.6209_6212del FS NMD PTC 1 14
BRCA2 c.6225dup FS NMD PTC 1 1
BRCA2 c.6240dup FS NMD PTC 1 2
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BRCA2 c.6244G>T NS NMD PTC 1 3
BRCA2 c.6246del FS NMD PTC 1 1
BRCA2 c.6260_6263del FS NMD PTC 1 1
BRCA2 c.6262del FS NMD PTC 1 1
BRCA2 c.6267_6269delinsC FS NMD PTC 1 8
BRCA2 c.6268_6269del FS NMD PTC 1 1
BRCA2 c.6270_6271del FS NMD PTC 1 4
BRCA2 c.6275_6276del FS NMD PTC 1 329
BRCA2 c.6277dup FS NMD PTC 1 1
BRCA2 c.6302del FS NMD PTC 1 2
BRCA2 c.6304_6305del FS NMD PTC 1 1
BRCA2 c.6308C>A NS NMD PTC 1 2
BRCA2 c.631+1G>A S unknown Unknown 3 1
BRCA2 c.631+2T>A S unknown Unknown 3 1
BRCA2 c.631+2T>G S NMD PTC 1 23
BRCA2 c.631+3A>G S NMD PTC 1 2
BRCA2 c.631+4A>G S unknown Unknown 3 1
BRCA2 c.6313del FS NMD PTC 1 2
BRCA2 c.631G>A S NMD PTC 1 7
BRCA2 c.631G>C MS/S unknown Unknown 3 9
BRCA2 c.632-­‐1G>A S unknown Unknown 3 3
BRCA2 c.632-­‐2A>G S unknown Unknown 3 7
BRCA2 c.632-­‐2del S unknown Unknown 3 1
BRCA2 c.6320del FS NMD PTC 1 1
BRCA2 c.6325_6326del FS NMD PTC 1 1
BRCA2 c.6331_6332del FS NMD PTC 1 1
BRCA2 c.6332dup FS NMD PTC 1 2
BRCA2 c.6340_6341del FS NMD PTC 1 1
BRCA2 c.6352_6353del FS NMD PTC 1 2
BRCA2 c.6353_6366del FS NMD PTC 1 1
BRCA2 c.6356dup FS NMD PTC 1 1
BRCA2 c.6359C>G NS NMD PTC 1 1
BRCA2 c.635_636del FS NMD PTC 1 12
BRCA2 c.6361_6362del FS NMD PTC 1 6
BRCA2 c.6372_6373dup FS NMD PTC 1 1
BRCA2 c.6373del FS NMD PTC 1 44
BRCA2 c.6373dup FS NMD PTC 1 3
BRCA2 c.6374_6375insA FS NMD PTC 1 3
BRCA2 c.6385G>T NS NMD PTC 1 1
BRCA2 c.6392_6396del FS NMD PTC 1 3
BRCA2 c.6393del FS NMD PTC 1 1
BRCA2 c.6396dup FS NMD PTC 1 3
BRCA2 c.6397dup FS NMD PTC 1 1
BRCA2 c.63del FS NMD PTC 1 2
BRCA2 c.6401_6404del FS NMD PTC 1 1
BRCA2 c.6405_6409del FS NMD PTC 1 72
BRCA2 c.6407_6411del FS NMD PTC 1 2
BRCA2 c.6408_6414del FS NMD PTC 1 8
BRCA2 c.6410del FS NMD PTC 1 1
BRCA2 c.6419del FS NMD PTC 1 1
BRCA2 c.6420_6421insA FS NMD PTC 1 1
BRCA2 c.6428C>G NS NMD PTC 1 1
BRCA2 c.6434_6441del FS NMD PTC 1 1
BRCA2 c.6434del FS NMD PTC 1 1
BRCA2 c.643G>T NS NMD PTC 1 3
BRCA2 c.6443_6444del FS NMD PTC 1 8
BRCA2 c.6444_6447del FS NMD PTC 1 4
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BRCA2 c.6444del FS NMD PTC 1 5
BRCA2 c.6444dup FS NMD PTC 1 5
BRCA2 c.6445_6446del FS NMD PTC 1 9
BRCA2 c.6446_6450del FS NMD PTC 1 4
BRCA2 c.6447_6448dup FS NMD PTC 1 6
BRCA2 c.6449_6450del FS NMD PTC 1 2
BRCA2 c.6449_6450insTA FS NMD PTC 1 4
BRCA2 c.6450dup FS NMD PTC 1 6
BRCA2 c.6466_6469del FS NMD PTC 1 2
BRCA2 c.6468_6469del FS NMD PTC 1 51
BRCA2 c.6469C>T NS NMD PTC 1 3
BRCA2 c.6478C>T NS NMD PTC 1 2
BRCA2 c.6485_6486del FS NMD PTC 1 2
BRCA2 c.6486_6489del FS NMD PTC 1 64
BRCA2 c.6490C>T NS NMD PTC 1 1
BRCA2 c.6490_6492delinsGACT FS NMD PTC 1 3
BRCA2 c.6490del FS NMD PTC 1 1
BRCA2 c.6491_6494del FS NMD PTC 1 3
BRCA2 c.6500T>A NS NMD PTC 1 1
BRCA2 c.6502G>T NS NMD PTC 1 1
BRCA2 c.6509_6510del FS NMD PTC 1 3
BRCA2 c.6514_6515del FS NMD PTC 1 2
BRCA2 c.6515C>A NS NMD PTC 1 1
BRCA2 c.6528_6535dup FS NMD PTC 1 1
BRCA2 c.6531_6534del FS NMD PTC 1 3
BRCA2 c.6531dup FS NMD PTC 1 2
BRCA2 c.6532_6533insT FS NMD PTC 1 1
BRCA2 c.6535_6536ins(8) FS NMD PTC 1 3
BRCA2 c.6535_6536insA FS NMD PTC 1 12
BRCA2 c.6541G>T NS NMD PTC 1 1
BRCA2 c.6547G>T NS NMD PTC 1 1
BRCA2 c.6553del FS NMD PTC 1 2
BRCA2 c.6557C>A NS NMD PTC 1 2
BRCA2 c.6557C>G NS NMD PTC 1 2
BRCA2 c.6566del FS NMD PTC 1 1
BRCA2 c.6566dup FS NMD PTC 1 4
BRCA2 c.6575_6588del FS NMD PTC 1 1
BRCA2 c.6580dup FS NMD PTC 1 1
BRCA2 c.6585dup FS NMD PTC 1 1
BRCA2 c.6588_6589del FS NMD PTC 1 8
BRCA2 c.658_659del FS NMD PTC 1 128
BRCA2 c.6591_6592del FS NMD PTC 1 36
BRCA2 c.6591del FS NMD PTC 1 1
BRCA2 c.6596del FS NMD PTC 1 1
BRCA2 c.6600_6601del FS NMD PTC 1 7
BRCA2 c.6601del FS NMD PTC 1 1
BRCA2 c.6602del FS NMD PTC 1 1
BRCA2 c.6625dup FS NMD PTC 1 1
BRCA2 c.6626_6627del FS NMD PTC 1 6
BRCA2 c.6626_6627dup FS NMD PTC 1 1
BRCA2 c.6629_6630del FS NMD PTC 1 4
BRCA2 c.662_663del FS NMD PTC 1 4
BRCA2 c.6634_6637del FS NMD PTC 1 2
BRCA2 c.6641dup FS NMD PTC 1 7
BRCA2 c.6643del FS NMD PTC 1 1
BRCA2 c.6644_6647del FS NMD PTC 1 33
BRCA2 c.6644dup FS NMD PTC 1 3
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BRCA2 c.6645C>G NS NMD PTC 1 2
BRCA2 c.6645_6648del FS NMD PTC 1 1
BRCA2 c.664_665del FS NMD PTC 1 1
BRCA2 c.6656C>G NS NMD PTC 1 14
BRCA2 c.6658_6661del FS NMD PTC 1 1
BRCA2 c.6658_6662del FS NMD PTC 1 1
BRCA2 c.6663_6664insAAAG FS NMD PTC 1 1
BRCA2 c.6673del FS NMD PTC 1 1
BRCA2 c.6676G>T NS NMD PTC 1 1
BRCA2 c.6676_6677del FS NMD PTC 1 1
BRCA2 c.6678del FS NMD PTC 1 1
BRCA2 c.6682dup FS NMD PTC 1 2
BRCA2 c.6688del FS NMD PTC 1 2
BRCA2 c.6692del FS NMD PTC 1 1
BRCA2 c.6696del FS NMD PTC 1 1
BRCA2 c.6698del FS NMD PTC 1 1
BRCA2 c.67+1154_316+2261del DL unknown Unknown 3 1
BRCA2 c.67+1G>A S unknown Unknown 3 16
BRCA2 c.67+1G>T S unknown Unknown 3 2
BRCA2 c.67+1del S unknown Unknown 3 1
BRCA2 c.67+2T>C S unknown Unknown 3 1
BRCA2 c.6715G>T NS NMD PTC 1 1
BRCA2 c.6722_6723dup FS NMD PTC 1 2
BRCA2 c.6724_6725del FS NMD PTC 1 6
BRCA2 c.6727del FS NMD PTC 1 1
BRCA2 c.6730A>T NS NMD PTC 1 1
BRCA2 c.6732del FS NMD PTC 1 1
BRCA2 c.673_676del FS NMD PTC 1 3
BRCA2 c.6743_6755del FS NMD PTC 1 4
BRCA2 c.674del FS NMD PTC 1 1
BRCA2 c.6753_6754del FS NMD PTC 1 1
BRCA2 c.6754dup FS NMD PTC 1 2
BRCA2 c.6757_6758del FS NMD PTC 1 6
BRCA2 c.6761_6762del FS NMD PTC 1 3
BRCA2 c.6763dup FS NMD PTC 1 2
BRCA2 c.6768T>A NS NMD PTC 1 1
BRCA2 c.67G>T S unknown Unknown 3 2
BRCA2 c.681+4A>G S NMD PTC 1 2
BRCA2 c.6814del FS NMD PTC 1 2
BRCA2 c.6815_6816del FS NMD PTC 1 1
BRCA2 c.6816_6817del FS NMD PTC 1 7
BRCA2 c.6816_6820del FS NMD PTC 1 1
BRCA2 c.682-­‐2A>C S unknown Unknown 3 2
BRCA2 c.682-­‐2A>G S unknown Unknown 3 3
BRCA2 c.682-­‐?_1909+?del DL unknown Unknown 3 1
BRCA2 c.682-­‐?_793+?del DL unknown Unknown 3 1
BRCA2 c.6825del FS NMD PTC 1 1
BRCA2 c.6833_6837del FS NMD PTC 1 5
BRCA2 c.6841+1del S unknown Unknown 3 2
BRCA2 c.6842-­‐?_6937+?del DL unknown Unknown 3 1
BRCA2 c.6842-­‐?_7007+?del DL unknown Unknown 3 7
BRCA2 c.6879del FS NMD PTC 1 1
BRCA2 c.6896dup FS NMD PTC 1 1
BRCA2 c.6899_6906dup FS NMD PTC 1 1
BRCA2 c.6901G>T NS NMD PTC 1 2
BRCA2 c.6937+1G>A S unknown Unknown 3 1
BRCA2 c.6937+594T>G S NMD PTC 1 8
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BRCA2 c.6938-­‐1G>A S unknown Unknown 3 1
BRCA2 c.6938-­‐2A>C S unknown Unknown 3 1
BRCA2 c.6938-­‐2A>G S unknown Unknown 3 1
BRCA2 c.6938-­‐?_7007+?dup DP unknown Unknown 3 1
BRCA2 c.6941del FS NMD PTC 1 2
BRCA2 c.6944_6947del FS NMD PTC 1 12
BRCA2 c.6947_6950del FS NMD PTC 1 1
BRCA2 c.6948_6949insTT FS NMD PTC 1 1
BRCA2 c.694dup FS NMD PTC 1 1
BRCA2 c.6952C>T NS NMD PTC 1 11
BRCA2 c.6959T>A NS NMD PTC 1 1
BRCA2 c.6959del FS NMD PTC 1 2
BRCA2 c.6960del FS NMD PTC 1 1
BRCA2 c.6976del FS NMD PTC 1 1
BRCA2 c.6980del FS NMD PTC 1 1
BRCA2 c.6990_6994del FS NMD PTC 1 8
BRCA2 c.6996_7004delins(20) FS NMD PTC 1 4
BRCA2 c.6998dup FS NMD PTC 1 5
BRCA2 c.6999_7000insT FS NMD PTC 1 1
BRCA2 c.7002del FS NMD PTC 1 1
BRCA2 c.7003_7007del FS/S? unknown Unknown 3 1
BRCA2 c.7006del FS NMD PTC 1 2
BRCA2 c.7006dup FS NMD PTC 1 1
BRCA2 c.7007+1G>C S unknown Unknown 3 3
BRCA2 c.7007+2T>A S unknown Unknown 3 1
BRCA2 c.7007+4A>G S unknown Unknown 3 2
BRCA2 c.7007G>A S IFD IFD 2 44
BRCA2 c.7007G>C S? unknown Unknown 3 5
BRCA2 c.7007G>T S? unknown Unknown 3 4
BRCA2 c.7008-­‐1G>A S unknown Unknown 3 11
BRCA2 c.7008-­‐1G>T S unknown Unknown 3 1
BRCA2 c.7008-­‐2A>G S unknown Unknown 3 1
BRCA2 c.7008-­‐2A>T S NMD PTC 1 11
BRCA2 c.7008-­‐?_7435+?del DL unknown Unknown 3 1
BRCA2 c.7008-­‐?_7805+?del DL unknown Unknown 3 37
BRCA2 c.7008-­‐?_8331+?del DL unknown Unknown 3 4
BRCA2 c.7008-­‐?_9117+?del DL unknown Unknown 3 1
BRCA2 c.7008-­‐?_9117+?dup DP unknown Unknown 3 1
BRCA2 c.7008-­‐?_9256+?[3] TP unknown Unknown 3 3
BRCA2 c.700del FS NMD PTC 1 9
BRCA2 c.7024C>T NS NMD PTC 1 3
BRCA2 c.7024_7044delinsTG FS NMD PTC 1 1
BRCA2 c.7025_7026del FS NMD PTC 1 5
BRCA2 c.702del FS NMD PTC 1 2
BRCA2 c.7032dup FS NMD PTC 1 2
BRCA2 c.7033C>T NS NMD PTC 1 1
BRCA2 c.7047del FS NMD PTC 1 2
BRCA2 c.7060C>T NS NMD PTC 1 5
BRCA2 c.7063G>T NS NMD PTC 1 1
BRCA2 c.7069_7070del FS NMD PTC 1 103
BRCA2 c.7075_7076insAlu FS unknown Unknown 3 1
BRCA2 c.7092del FS NMD PTC 1 1
BRCA2 c.7097dup FS NMD PTC 1 1
BRCA2 c.7109_7110del FS NMD PTC 1 1
BRCA2 c.7110dup FS NMD PTC 1 1
BRCA2 c.7115C>G NS NMD PTC 1 1
BRCA2 c.7124T>G NS NMD PTC 1 1
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BRCA2 c.712G>T NS NMD PTC 1 3
BRCA2 c.7133C>G NS NMD PTC 1 7
BRCA2 c.7147dup FS NMD PTC 1 1
BRCA2 c.7151_7152del FS NMD PTC 1 1
BRCA2 c.7152del FS NMD PTC 1 1
BRCA2 c.715del FS NMD PTC 1 2
BRCA2 c.715dup FS NMD PTC 1 3
BRCA2 c.7177dup FS NMD PTC 1 5
BRCA2 c.7180A>T NS NMD PTC 1 38
BRCA2 c.7183del FS NMD PTC 1 1
BRCA2 c.7184_7187del FS NMD PTC 1 1
BRCA2 c.7187T>A NS NMD PTC 1 1
BRCA2 c.7191del FS NMD PTC 1 1
BRCA2 c.71T>G NS NMD PTC 1 3
BRCA2 c.71del FS NMD PTC 1 1
BRCA2 c.7208_7211del FS NMD PTC 1 2
BRCA2 c.7209_7212delinsGG FS NMD PTC 1 1
BRCA2 c.7210A>T NS NMD PTC 1 1
BRCA2 c.7211_7212del FS NMD PTC 1 1
BRCA2 c.7212del FS NMD PTC 1 1
BRCA2 c.7226del FS NMD PTC 1 1
BRCA2 c.7234_7235insG FS NMD PTC 1 3
BRCA2 c.7235_7236insG FS NMD PTC 1 1
BRCA2 c.723del FS NMD PTC 1 3
BRCA2 c.7248del FS NMD PTC 1 1
BRCA2 c.7251_7252del FS NMD PTC 1 2
BRCA2 c.7254_7255del FS NMD PTC 1 2
BRCA2 c.7258G>T NS NMD PTC 1 3
BRCA2 c.7261C>T NS NMD PTC 1 1
BRCA2 c.7266T>A NS NMD PTC 1 1
BRCA2 c.7277_7283del FS NMD PTC 1 3
BRCA2 c.7283T>A NS NMD PTC 1 1
BRCA2 c.728dup FS NMD PTC 1 1
BRCA2 c.729_730insC FS NMD PTC 1 1
BRCA2 c.729_732del FS NMD PTC 1 4
BRCA2 c.7301del FS NMD PTC 1 7
BRCA2 c.7303C>T NS NMD PTC 1 1
BRCA2 c.7309del FS NMD PTC 1 2
BRCA2 c.7322del FS NMD PTC 1 1
BRCA2 c.7338_7339ins(4) FS NMD PTC 1 1
BRCA2 c.733A>T NS NMD PTC 1 1
BRCA2 c.7342_7343del FS NMD PTC 1 1
BRCA2 c.7355del FS NMD PTC 1 1
BRCA2 c.7360del FS NMD PTC 1 2
BRCA2 c.7363del FS NMD PTC 1 2
BRCA2 c.7366C>T NS NMD PTC 1 1
BRCA2 c.7368_7371del FS NMD PTC 1 1
BRCA2 c.736_755del FS NMD PTC 1 3
BRCA2 c.7375A>T NS NMD PTC 1 1
BRCA2 c.7379_7382del FS NMD PTC 1 1
BRCA2 c.7379del FS NMD PTC 1 2
BRCA2 c.7389_7392del FS NMD PTC 1 1
BRCA2 c.739_740del FS NMD PTC 1 1
BRCA2 c.73G>T NS NMD PTC 1 1
BRCA2 c.7408_7409del FS NMD PTC 1 1
BRCA2 c.7409dup FS NMD PTC 1 2
BRCA2 c.7412_7421del FS NMD PTC 1 1
Page 111 of 114
John Wiley & Sons, Inc.
Human Mutation
1
2
3
4
5
6
7
8
9
10
11
12
13
14
15
16
17
18
19
20
21
22
23
24
25
26
27
28
29
30
31
32
33
34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
For Peer Review
BRCA2 c.7414_7415del FS NMD PTC 1 3
BRCA2 c.7419_7420del FS NMD PTC 1 19
BRCA2 c.7425del FS NMD PTC 1 2
BRCA2 c.7434dup FS NMD PTC 1 1
BRCA2 c.7435+1G>C S unknown Unknown 3 1
BRCA2 c.7436-­‐1G>C S unknown Unknown 3 1
BRCA2 c.7436-­‐2A>G S unknown Unknown 3 4
BRCA2 c.7436-­‐2A>T S unknown Unknown 3 2
BRCA2 c.7436-­‐?_7805+?del DL unknown Unknown 3 5
BRCA2 c.7436-­‐?_7805+?dup DP unknown Unknown 3 1
BRCA2 c.7436-­‐?_8331+?dup DP unknown Unknown 3 1
BRCA2 c.7443del FS NMD PTC 1 2
BRCA2 c.7469del FS NMD PTC 1 1
BRCA2 c.7471C>T NS NMD PTC 1 2
BRCA2 c.7471del FS NMD PTC 1 2
BRCA2 c.7480C>T NS NMD PTC 1 84
BRCA2 c.7485dup FS NMD PTC 1 1
BRCA2 c.7495C>T NS NMD PTC 1 1
BRCA2 c.7501C>T NS NMD PTC 1 1
BRCA2 c.7503_7506del FS NMD PTC 1 1
BRCA2 c.7516C>T NS NMD PTC 1 2
BRCA2 c.7517dup FS NMD PTC 1 1
BRCA2 c.7518del FS NMD PTC 1 1
BRCA2 c.7530_7531del FS NMD PTC 1 1
BRCA2 c.7538del FS NMD PTC 1 1
BRCA2 c.7543del FS NMD PTC 1 1
BRCA2 c.7543dup FS NMD PTC 1 5
BRCA2 c.754_755del FS NMD PTC 1 1
BRCA2 c.7558C>T NS NMD PTC 1 57
BRCA2 c.7558del FS NMD PTC 1 1
BRCA2 c.755_758del FS NMD PTC 1 73
BRCA2 c.7565_7568del FS NMD PTC 1 1
BRCA2 c.7567_7568del FS NMD PTC 1 3
BRCA2 c.756_757del FS NMD PTC 1 1
BRCA2 c.756_759del FS NMD PTC 1 13
BRCA2 c.757_758del FS NMD PTC 1 2
BRCA2 c.7595_7596insTT FS NMD PTC 1 2
BRCA2 c.7612A>T NS NMD PTC 1 1
BRCA2 c.7615C>T NS NMD PTC 1 1
BRCA2 c.7617+1G>A S unknown Unknown 3 75
BRCA2 c.7617+1G>T S unknown Unknown 3 8
BRCA2 c.7617+2T>G S unknown Unknown 3 3
BRCA2 c.7618-­‐1G>A S unknown Unknown 3 11
BRCA2 c.7618-­‐2A>G S unknown Unknown 3 5
BRCA2 c.7624dup FS NMD PTC 1 1
BRCA2 c.7627dup FS NMD PTC 1 2
BRCA2 c.7631del FS NMD PTC 1 1
BRCA2 c.7638_7647del FS NMD PTC 1 1
BRCA2 c.7643_7644del FS NMD PTC 1 1
BRCA2 c.7647C>A NS NMD PTC 1 1
BRCA2 c.7654dup FS NMD PTC 1 2
BRCA2 c.7655_7658del FS NMD PTC 1 1
BRCA2 c.765_770delinsAAACAAT FS NMD PTC 1 1
BRCA2 c.7666_7667dup FS NMD PTC 1 2
BRCA2 c.7667dup FS NMD PTC 1 1
BRCA2 c.7668_7669insA FS NMD PTC 1 1
BRCA2 c.7671del FS NMD PTC 1 3
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BRCA2 c.7673_7674del FS NMD PTC 1 11
BRCA2 c.7679_7680del FS NMD PTC 1 1
BRCA2 c.767_768del FS NMD PTC 1 5
BRCA2 c.767del FS NMD PTC 1 2
BRCA2 c.7680dup FS NMD PTC 1 20
BRCA2 c.7681C>T NS NMD PTC 1 4
BRCA2 c.7681_7682insT FS NMD PTC 1 6
BRCA2 c.7689del FS NMD PTC 1 2
BRCA2 c.7707del FS NMD PTC 1 2
BRCA2 c.7708A>T NS NMD PTC 1 1
BRCA2 c.771_775del FS NMD PTC 1 134
BRCA2 c.772C>T NS NMD PTC 1 4
BRCA2 c.7738C>T NS NMD PTC 1 1
BRCA2 c.7744del FS NMD PTC 1 2
BRCA2 c.774_775del FS NMD PTC 1 8
BRCA2 c.7757G>A NS NMD PTC 1 20
BRCA2 c.7758G>A NS NMD PTC 1 10
BRCA2 c.7762_7764delinsTT FS NMD PTC 1 25
BRCA2 c.7762_7766dup FS NMD PTC 1 3
BRCA2 c.7781dup FS NMD PTC 1 1
BRCA2 c.778_779del FS NMD PTC 1 4
BRCA2 c.7795G>T NS NMD PTC 1 1
BRCA2 c.7795_7797del IFD IFD IFD 2 12
BRCA2 c.7805+1G>A S unknown Unknown 3 2
BRCA2 c.7805+2T>G S unknown Unknown 3 1
BRCA2 c.7805+3A>C S unknown Unknown 3 1
BRCA2 c.7805G>C S unknown Unknown 3 2
BRCA2 c.7806-­‐1G>T S unknown Unknown 3 2
BRCA2 c.7806-­‐2A>G S IFD IFD 2 21
BRCA2 c.7806-­‐2A>T S unknown Unknown 3 1
BRCA2 c.7806-­‐9T>G S unknown Unknown 3 1
BRCA2 c.7806-­‐?_8331+?del DL unknown Unknown 3 3
BRCA2 c.7806_7807insAG FS/S? NMD PTC 1 3
BRCA2 c.7815_7816del FS NMD PTC 1 1
BRCA2 c.7816_7819dup FS NMD PTC 1 1
BRCA2 c.7846del FS NMD PTC 1 7
BRCA2 c.7856G>A NS NMD PTC 1 1
BRCA2 c.7857G>A NS NMD PTC 1 6
BRCA2 c.7858del FS NMD PTC 1 1
BRCA2 c.7861del FS NMD PTC 1 1
BRCA2 c.7863T>A NS NMD PTC 1 1
BRCA2 c.7865dup FS NMD PTC 1 1
BRCA2 c.7872_7873del FS NMD PTC 1 1
BRCA2 c.7877G>A NS NMD PTC 1 1
BRCA2 c.7878G>A NS NMD PTC 1 12
BRCA2 c.7878G>C MS MS MS 2 8
BRCA2 c.7878_7881dup FS NMD PTC 1 1
BRCA2 c.7879A>T MS MS MS 2 15
BRCA2 c.7884dup FS NMD PTC 1 4
BRCA2 c.7887G>A NS NMD PTC 1 1
BRCA2 c.7908T>A NS NMD PTC 1 1
BRCA2 c.7911_7912insGAAA FS NMD PTC 1 1
BRCA2 c.7913_7917del FS NMD PTC 1 37
BRCA2 c.7921_7926delinsAG FS NMD PTC 1 3
BRCA2 c.793+1G>A S unknown Unknown 3 4
BRCA2 c.793+1G>T S unknown Unknown 3 1
BRCA2 c.793+2T>G S unknown Unknown 3 1
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BRCA2 c.7933A>T NS NMD PTC 1 2
BRCA2 c.7934del FS NMD PTC 1 92
BRCA2 c.794-­‐?_6937+?del DL unknown Unknown 3 1
BRCA2 c.7940_7941insC FS NMD PTC 1 1
BRCA2 c.7947dup FS NMD PTC 1 1
BRCA2 c.7958T>C MS unknown Unknown 3 1
BRCA2 c.7963C>T NS NMD PTC 1 2
BRCA2 c.7974C>A NS NMD PTC 1 3
BRCA2 c.7974C>A/G NS NMD PTC 1 1
BRCA2 c.7974C>G NS NMD PTC 1 1
BRCA2 c.7976+1G>A S unknown Unknown 3 5
BRCA2 c.7976+1G>C S unknown Unknown 3 1
BRCA2 c.7976+2C>A S unknown Unknown 3 1
BRCA2 c.7976+3_7976+4del S unknown Unknown 3 1
BRCA2 c.7976+5G>A S unknown Unknown 3 1
BRCA2 c.7976G>A S IFD IFD 2 21
BRCA2 c.7977-­‐1G>A S unknown Unknown 3 3
BRCA2 c.7977-­‐1G>C S unknown Unknown 3 36
BRCA2 c.7977-­‐2A>T S unknown Unknown 3 1
BRCA2 c.7977-­‐2del S unknown Unknown 3 4
BRCA2 c.7977-­‐3_7977-­‐1delinsAA FS/S? unknown Unknown 3 1
BRCA2 c.7980T>G NS NMD PTC 1 3
BRCA2 c.7980_7984del FS NMD PTC 1 1
BRCA2 c.7984dup FS NMD PTC 1 2
BRCA2 c.7987del FS NMD PTC 1 3
BRCA2 c.7988A>T MS MS MS 2 18
BRCA2 c.798del FS NMD PTC 1 1
BRCA2 c.7996A>T NS NMD PTC 1 1
BRCA2 c.8002A>T NS NMD PTC 1 6
BRCA2 c.8002_8008dup FS NMD PTC 1 1
BRCA2 c.8008_8030del FS NMD PTC 1 1
BRCA2 c.8009C>A NS NMD PTC 1 6
BRCA2 c.8009del FS NMD PTC 1 2
BRCA2 c.8020_8021del FS NMD PTC 1 1
BRCA2 c.8021del FS NMD PTC 1 4
BRCA2 c.8021dup FS NMD PTC 1 3
BRCA2 c.8023A>G S unknown Unknown 3 6
BRCA2 c.8029_8030del FS NMD PTC 1 2
BRCA2 c.8029del FS NMD PTC 1 1
BRCA2 c.8032_8033dup FS NMD PTC 1 2
BRCA2 c.8042_8043del FS NMD PTC 1 4
BRCA2 c.8049_8050insT FS NMD PTC 1 1
BRCA2 c.8053del FS NMD PTC 1 3
BRCA2 c.8056del FS NMD PTC 1 1
BRCA2 c.8058del FS NMD PTC 1 3
BRCA2 c.805dup FS NMD PTC 1 1
BRCA2 c.8064_8065del FS NMD PTC 1 2
BRCA2 c.8067T>A NS NMD PTC 1 27
BRCA2 c.8067_8068insTT FS NMD PTC 1 1
BRCA2 c.8067del FS NMD PTC 1 1
BRCA2 c.8068_8069del FS NMD PTC 1 4
BRCA2 c.8070_8071dup FS NMD PTC 1 3
BRCA2 c.8072_8073del FS NMD PTC 1 1
BRCA2 c.8084C>G NS NMD PTC 1 1
BRCA2 c.8087T>A NS NMD PTC 1 1
BRCA2 c.809C>G NS NMD PTC 1 2
BRCA2 c.8113dup FS NMD PTC 1 1
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BRCA2 c.8130del FS NMD PTC 1 1
BRCA2 c.8140C>T NS NMD PTC 1 10
BRCA2 c.8160_8196dup FS NMD PTC 1 1
BRCA2 c.8164del FS NMD PTC 1 1
BRCA2 c.8165C>G MS MS MS 2 6
BRCA2 c.8167G>C MS MS MS 2 68
BRCA2 c.8168A>G MS MS MS 2 11
BRCA2 c.8172_8175dup FS NMD PTC 1 4
BRCA2 c.8174G>A NS NMD PTC 1 2
BRCA2 c.8174_8185delinsTT FS NMD PTC 1 1
BRCA2 c.8178T>A NS NMD PTC 1 6
BRCA2 c.818C>A NS NMD PTC 1 1
BRCA2 c.818C>G NS NMD PTC 1 2
BRCA2 c.8195T>G NS NMD PTC 1 1
BRCA2 c.8195_8202del FS NMD PTC 1 1
BRCA2 c.8201del FS NMD PTC 1 1
BRCA2 c.8205_8206del FS NMD PTC 1 2
BRCA2 c.8206dup FS NMD PTC 1 4
BRCA2 c.8207del FS NMD PTC 1 1
BRCA2 c.8208_8209insAG FS NMD PTC 1 1
BRCA2 c.8234_8237del FS NMD PTC 1 5
BRCA2 c.8234dup FS NMD PTC 1 2
BRCA2 c.8238_8241del FS NMD PTC 1 1
BRCA2 c.8243G>A MS MS MS 2 9
BRCA2 c.8247_8248del FS NMD PTC 1 36
BRCA2 c.8253dup FS NMD PTC 1 2
BRCA2 c.8272_8273delinsTA NS NMD PTC 1 1
BRCA2 c.8276_8279del FS NMD PTC 1 1
BRCA2 c.8278_8279ins(71) FS NMD PTC 1 1
BRCA2 c.8283_8284dup FS NMD PTC 1 1
BRCA2 c.8285del FS NMD PTC 1 2
BRCA2 c.8290dup FS NMD PTC 1 1
BRCA2 c.8295T>A NS NMD PTC 1 1
BRCA2 c.8297del FS NMD PTC 1 68
BRCA2 c.8298_8299dup FS NMD PTC 1 1
BRCA2 c.8301del FS NMD PTC 1 1
BRCA2 c.8312del FS NMD PTC 1 3
BRCA2 c.8314G>T NS NMD PTC 1 1
BRCA2 c.8316_8317dup FS NMD PTC 1 1
BRCA2 c.831dup FS NMD PTC 1 1
BRCA2 c.8322dup FS NMD PTC 1 3
BRCA2 c.8323dup FS NMD PTC 1 4
BRCA2 c.8324_8325insA FS NMD PTC 1 1
BRCA2 c.8327T>G NS NMD PTC 1 2
BRCA2 c.8327_8331del FS NMD PTC 1 1
BRCA2 c.8329A>T NS NMD PTC 1 1
BRCA2 c.8330del FS NMD PTC 1 1
BRCA2 c.8331+1G>A S unknown Unknown 3 4
BRCA2 c.8331+2T>C S unknown Unknown 3 3
BRCA2 c.8332-­‐1G>A S unknown Unknown 3 1
BRCA2 c.8332-­‐1G>T S unknown Unknown 3 1
BRCA2 c.8332-­‐2A>G S unknown Unknown 3 5
BRCA2 c.8332-­‐?_8487+?del DL unknown Unknown 3 1
BRCA2 c.8332-­‐?_8632+?del DL unknown Unknown 3 5
BRCA2 c.8332-­‐?_8632+?dup DP Unknown Unknown 3 4
BRCA2 c.8340_8343del FS NMD PTC 1 1
BRCA2 c.8347del FS NMD PTC 1 1
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BRCA2 c.8362_8363del FS NMD PTC 1 1
BRCA2 c.8363G>A NS NMD PTC 1 6
BRCA2 c.8364G>A NS NMD PTC 1 44
BRCA2 c.8374_8384delinsA FS NMD PTC 1 1
BRCA2 c.8377G>A MS MS MS 2 2
BRCA2 c.8385del FS NMD PTC 1 3
BRCA2 c.8393_8396dup FS NMD PTC 1 1
BRCA2 c.8393_8399del FS NMD PTC 1 1
BRCA2 c.8393dup FS NMD PTC 1 1
BRCA2 c.8394_8396delinsAA FS NMD PTC 1 1
BRCA2 c.8395A>T NS NMD PTC 1 1
BRCA2 c.8395del FS NMD PTC 1 1
BRCA2 c.8401_8403delinsAAAA FS NMD PTC 1 2
BRCA2 c.8414_8416delinsC FS NMD PTC 1 2
BRCA2 c.842_843del FS NMD PTC 1 1
BRCA2 c.8434_8435insC FS NMD PTC 1 5
BRCA2 c.8438del FS NMD PTC 1 1
BRCA2 c.8451T>A NS NMD PTC 1 2
BRCA2 c.8463dup FS NMD PTC 1 5
BRCA2 c.8466dup FS NMD PTC 1 1
BRCA2 c.846_847del FS NMD PTC 1 1
BRCA2 c.8470A>T NS NMD PTC 1 1
BRCA2 c.8474del FS NMD PTC 1 6
BRCA2 c.8478C>A/G NS NMD PTC 1 1
BRCA2 c.8478C>G NS NMD PTC 1 1
BRCA2 c.8485C>T NS NMD PTC 1 4
BRCA2 c.8486A>G S IFD IFD 2 1
BRCA2 c.8487+1G>A S IFD IFD 2 24
BRCA2 c.8487+2T>C S unknown Unknown 3 2
BRCA2 c.8488-­‐1G>A S unknown Unknown 3 9
BRCA2 c.8488-­‐1G>T S unknown Unknown 3 1
BRCA2 c.8488-­‐?_8632+?del DL unknown Unknown 3 4
BRCA2 c.8488-­‐?_8632+?dup DP unknown Unknown 3 2
BRCA2 c.8489G>A NS NMD PTC 1 2
BRCA2 c.8490G>A NS NMD PTC 1 1
BRCA2 c.8501del FS NMD PTC 1 1
BRCA2 c.8504C>A NS NMD PTC 1 2
BRCA2 c.8504C>G NS NMD PTC 1 1
BRCA2 c.8513T>A NS NMD PTC 1 2
BRCA2 c.8517C>A NS NMD PTC 1 2
BRCA2 c.8518del FS NMD PTC 1 2
BRCA2 c.8535_8538del FS NMD PTC 1 4
BRCA2 c.8536G>T NS NMD PTC 1 2
BRCA2 c.8537_8538del FS NMD PTC 1 108
BRCA2 c.8546del FS NMD PTC 1 3
BRCA2 c.8560del FS NMD PTC 1 5
BRCA2 c.8561dup FS NMD PTC 1 2
BRCA2 c.8562del FS NMD PTC 1 1
BRCA2 c.8566del FS NMD PTC 1 1
BRCA2 c.8572C>T NS NMD PTC 1 3
BRCA2 c.8575C>T NS NMD PTC 1 4
BRCA2 c.8575del FS NMD PTC 1 54
BRCA2 c.8579del FS NMD PTC 1 2
BRCA2 c.857_860dup FS NMD PTC 1 2
BRCA2 c.8585dup FS NMD PTC 1 10
BRCA2 c.8620G>T NS NMD PTC 1 1
BRCA2 c.8629G>T NS NMD PTC 1 1
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BRCA2 c.8632+1G>A S unknown Unknown 3 1
BRCA2 c.8633-­‐1G>A S unknown Unknown 3 2
BRCA2 c.8633-­‐24_8634del S unknown Unknown 3 1
BRCA2 c.8633-­‐2A>G S unknown Unknown 3 3
BRCA2 c.8633-­‐2A>T S unknown Unknown 3 1
BRCA2 c.8633-­‐?_8754+?del DL unknown Unknown 3 6
BRCA2 c.8633-­‐?_8754+?dup DP unknown Unknown 3 3
BRCA2 c.8633-­‐?_9256+?del DL unknown Unknown 3 7
BRCA2 c.8636dup FS NMD PTC 1 1
BRCA2 c.8639_8640del NS NMD PTC 1 1
BRCA2 c.8645_8646del FS NMD PTC 1 1
BRCA2 c.8646del FS NMD PTC 1 1
BRCA2 c.8652T>G NS NMD PTC 1 1
BRCA2 c.8673_8674del FS NMD PTC 1 4
BRCA2 c.8676del FS NMD PTC 1 1
BRCA2 c.8677C>T NS NMD PTC 1 3
BRCA2 c.8680del FS NMD PTC 1 2
BRCA2 c.8695C>T NS NMD PTC 1 10
BRCA2 c.8710_8711insAG FS NMD PTC 1 1
BRCA2 c.8717_8718del FS NMD PTC 1 1
BRCA2 c.8730del FS NMD PTC 1 1
BRCA2 c.8754+1G>A S unknown Unknown 3 1
BRCA2 c.8754+1G>T S unknown Unknown 3 3
BRCA2 c.8754+3G>C S unknown Unknown 3 1
BRCA2 c.8754+4A>G S NMD PTC 1 13
BRCA2 c.8754+5G>A FS/S unknown Unknown 3 3
BRCA2 c.8754G>A S? unknown Unknown 3 1
BRCA2 c.8755-­‐1G>A S NMD PTC 1 30
BRCA2 c.8755-­‐375_9256+681del DL unknown Unknown 3 1
BRCA2 c.8755-­‐?_9117+?del DL unknown Unknown 3 1
BRCA2 c.8755-­‐?_9256+?del DL unknown Unknown 3 1
BRCA2 c.8756del FS NMD PTC 1 2
BRCA2 c.8760T>G NS NMD PTC 1 1
BRCA2 c.8767_8776del FS NMD PTC 1 1
BRCA2 c.8770G>T NS NMD PTC 1 3
BRCA2 c.8773C>T NS NMD PTC 1 2
BRCA2 c.8777T>A NS NMD PTC 1 1
BRCA2 c.8798_8802del FS NMD PTC 1 1
BRCA2 c.8800del FS NMD PTC 1 1
BRCA2 c.880G>T NS NMD PTC 1 3
BRCA2 c.8817_8820del FS NMD PTC 1 2
BRCA2 c.8821C>T NS NMD PTC 1 2
BRCA2 c.8830del FS NMD PTC 1 1
BRCA2 c.8839G>T NS NMD PTC 1 2
BRCA2 c.8848_8851del FS NMD PTC 1 1
BRCA2 c.8848delinsCT FS NMD PTC 1 2
BRCA2 c.884del FS NMD PTC 1 2
BRCA2 c.8850_8851dup FS NMD PTC 1 1
BRCA2 c.8869C>T NS NMD PTC 1 4
BRCA2 c.8875G>T NS NMD PTC 1 1
BRCA2 c.8878C>T NS NMD PTC 1 38
BRCA2 c.8887del FS NMD PTC 1 1
BRCA2 c.8888C>G NS NMD PTC 1 2
BRCA2 c.8904del FS NMD PTC 1 67
BRCA2 c.8910G>A NS NMD PTC 1 1
BRCA2 c.8915T>A NS NMD PTC 1 1
BRCA2 c.8915del FS NMD PTC 1 2
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BRCA2 c.8919dup FS NMD PTC 1 1
BRCA2 c.891_898delins(10) FS NMD PTC 1 8
BRCA2 c.8924del FS NMD PTC 1 3
BRCA2 c.8930del FS NMD PTC 1 4
BRCA2 c.8931T>A NS NMD PTC 1 1
BRCA2 c.8933C>A NS NMD PTC 1 1
BRCA2 c.8938A>T NS NMD PTC 1 2
BRCA2 c.8940dup FS NMD PTC 1 1
BRCA2 c.8941G>T NS NMD PTC 1 2
BRCA2 c.8941_8942del FS NMD PTC 1 4
BRCA2 c.8941del FS NMD PTC 1 1
BRCA2 c.8946del FS NMD PTC 1 3
BRCA2 c.8946dup FS NMD PTC 1 6
BRCA2 c.8947dup FS NMD PTC 1 1
BRCA2 c.8948_8953+5del FS NMD PTC 1 1
BRCA2 c.8951C>A NS NMD PTC 1 2
BRCA2 c.8951C>G NS NMD PTC 1 3
BRCA2 c.8953+1G>A S unknown Unknown 3 4
BRCA2 c.8953+1G>T S unknown Unknown 3 15
BRCA2 c.8953+2T>G S unknown Unknown 3 1
BRCA2 c.8954-­‐15T>G FS NMD PTC 1 1
BRCA2 c.8954-­‐1_8955delinsAA S IFD IFD.	  PTC 2 3
BRCA2 c.8954-­‐5A>G FS/S? unknown Unknown 3 4
BRCA2 c.8954-­‐?_9256+?del DL unknown Unknown 3 1
BRCA2 c.8959_8962del FS NMD PTC 1 1
BRCA2 c.8961_8964del FS NMD PTC 1 10
BRCA2 c.8965del FS NMD PTC 1 2
BRCA2 c.8970G>A NS NMD PTC 1 2
BRCA2 c.8972_9097del IFD IFD IFD 2 1
BRCA2 c.8978C>A NS NMD PTC 1 3
BRCA2 c.8978_8991del FS NMD PTC 1 1
BRCA2 c.8986_8987insAGAT FS NMD PTC 1 1
BRCA2 c.8991T>G NS NMD PTC 1 4
BRCA2 c.8993_9024del FS NMD PTC 1 1
BRCA2 c.9016_9017del FS NMD PTC 1 4
BRCA2 c.9017dup FS NMD PTC 1 2
BRCA2 c.9018C>A NS NMD PTC 1 19
BRCA2 c.9019_9020insTCTA FS NMD PTC 1 1
BRCA2 c.9024_9046del FS NMD PTC 1 1
BRCA2 c.9025del FS NMD PTC 1 1
BRCA2 c.9025dup FS NMD PTC 1 1
BRCA2 c.9026_9030del FS NMD PTC 1 87
BRCA2 c.9027del FS NMD PTC 1 2
BRCA2 c.9034dup FS NMD PTC 1 1
BRCA2 c.9041C>A NS NMD PTC 1 3
BRCA2 c.9052del FS NMD PTC 1 1
BRCA2 c.9054_9055del FS NMD PTC 1 3
BRCA2 c.905_906insA FS NMD PTC 1 1
BRCA2 c.9060dup FS NMD PTC 1 2
BRCA2 c.9063_9064dup FS NMD PTC 1 1
BRCA2 c.9063_9078del FS NMD PTC 1 3
BRCA2 c.9069_9076del FS NMD PTC 1 3
BRCA2 c.906del FS NMD PTC 1 1
BRCA2 c.9074_9075del FS NMD PTC 1 1
BRCA2 c.9076C>T NS NMD PTC 1 7
BRCA2 c.9089del FS NMD PTC 1 1
BRCA2 c.9097del FS NMD PTC 1 15
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BRCA2 c.9097dup FS NMD PTC 1 55
BRCA2 c.9098_9099insA FS NMD PTC 1 25
BRCA2 c.9099_9100del FS NMD PTC 1 4
BRCA2 c.9100C>T NS NMD PTC 1 2
BRCA2 c.9105T>G NS NMD PTC 1 1
BRCA2 c.9106C>T NS NMD PTC 1 5
BRCA2 c.9106delinsTACT FS NMD PTC 1 2
BRCA2 c.9109C>T NS NMD PTC 1 3
BRCA2 c.9117+1G>A S unknown Unknown 3 7
BRCA2 c.9117+1G>T S NMD PTC 1 2
BRCA2 c.9117+2T>C S NMD PTC 1 1
BRCA2 c.9117G>A S NMD PTC 1 67
BRCA2 c.9117G>T MS/S? MS MS 2 1
BRCA2 c.9118-­‐1G>A S NMD PTC 1 1
BRCA2 c.9118-­‐2A>C S unknown Unknown 3 1
BRCA2 c.9118-­‐2A>G S NMD PTC 1 21
BRCA2 c.9118-­‐2A>T S NMD PTC 1 1
BRCA2 c.9118-­‐7_9121del FS/S? unknown Unknown 3 1
BRCA2 c.9127G>T NS NMD PTC 1 2
BRCA2 c.9134del FS NMD PTC 1 1
BRCA2 c.9139C>T NS NMD PTC 1 1
BRCA2 c.9147C>A NS NMD PTC 1 1
BRCA2 c.9148C>T NS NMD PTC 1 1
BRCA2 c.9154C>T MS MS MS 2 22
BRCA2 c.9157del FS NMD PTC 1 4
BRCA2 c.9177del FS NMD PTC 1 2
BRCA2 c.9182T>A NS NMD PTC 1 3
BRCA2 c.9182T>G NS NMD PTC 1 1
BRCA2 c.918dup FS NMD PTC 1 1
BRCA2 c.9196C>T NS NMD PTC 1 17
BRCA2 c.919_920insT FS NMD PTC 1 1
BRCA2 c.9207T>A NS NMD PTC 1 1
BRCA2 c.9218_9219insATTT FS NMD PTC 1 1
BRCA2 c.9227del FS NMD PTC 1 4
BRCA2 c.9235del FS NMD PTC 1 1
BRCA2 c.9247A>T NS NMD PTC 1 1
BRCA2 c.9252_9255delinsTT FS NMD PTC 1 6
BRCA2 c.9253del FS NMD PTC 1 6
BRCA2 c.9253dup FS NMD PTC 1 31
BRCA2 c.9256+1G>A S NMD PTC 1 1
BRCA2 c.9256+1G>C S unknown Unknown 3 2
BRCA2 c.9256G>T NS NMD PTC 1 1
BRCA2 c.9256_9256+2delinsACAG S unknown Unknown 3 1
BRCA2 c.9257-­‐1G>C S unknown Unknown 3 7
BRCA2 c.9257-­‐2A>G S unknown Unknown 3 3
BRCA2 c.9257-­‐2_9261dup FS NMD PTC 1 1
BRCA2 c.9257-­‐3_9258del S unknown Unknown 3 1
BRCA2 c.9257-­‐?_10257+?del DL unknown Unknown 3 1
BRCA2 c.9269dup FS NMD PTC 1 4
BRCA2 c.926C>A NS NMD PTC 1 1
BRCA2 c.9275_9276del FS NMD PTC 1 2
BRCA2 c.9275_9278del FS NMD PTC 1 2
BRCA2 c.9276T>G NS NMD PTC 1 1
BRCA2 c.9277_9287del FS NMD PTC 1 2
BRCA2 c.9286G>T NS NMD PTC 1 6
BRCA2 c.9286dup FS NMD PTC 1 1
BRCA2 c.9291_9306del FS NMD PTC 1 2
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BRCA2 c.9294C>A NS NMD PTC 1 15
BRCA2 c.9294C>G NS NMD PTC 1 27
BRCA2 c.92G>A NS NMD PTC 1 2
BRCA2 c.9310_9311del FS NMD PTC 1 9
BRCA2 c.9311dup FS NMD PTC 1 1
BRCA2 c.9317G>A NS NMD PTC 1 4
BRCA2 c.9318G>A NS NMD PTC 1 1
BRCA2 c.9331_9335delinsCCT FS NMD PTC 1 1
BRCA2 c.9350del FS NMD PTC 1 1
BRCA2 c.9351dup FS NMD PTC 1 1
BRCA2 c.9352_9353del FS NMD PTC 1 1
BRCA2 c.9352_9353insAT FS NMD PTC 1 1
BRCA2 c.9354_9355del FS NMD PTC 1 3
BRCA2 c.9356T>A NS NMD PTC 1 1
BRCA2 c.9356T>G NS NMD PTC 1 1
BRCA2 c.9357_9360del FS NMD PTC 1 4
BRCA2 c.9371A>T MS MS MS 2 10
BRCA2 c.9376C>T NS NMD PTC 1 2
BRCA2 c.9380G>A NS NMD PTC 1 11
BRCA2 c.9381G>A NS NMD PTC 1 1
BRCA2 c.9381_9388del FS NMD PTC 1 1
BRCA2 c.9382C>T NS NMD PTC 1 97
BRCA2 c.9393del FS NMD PTC 1 1
BRCA2 c.93G>A NS NMD PTC 1 2
BRCA2 c.9401del FS NMD PTC 1 11
BRCA2 c.9403del FS NMD PTC 1 24
BRCA2 c.9408del FS NMD PTC 1 2
BRCA2 c.9409_9412del FS NMD PTC 1 1
BRCA2 c.9413T>G NS NMD PTC 1 1
BRCA2 c.9413dup FS NMD PTC 1 1
BRCA2 c.9418_9430del FS NMD PTC 1 2
BRCA2 c.9423del FS NMD PTC 1 1
BRCA2 c.9429_9430del FS NMD PTC 1 1
BRCA2 c.9430del FS NMD PTC 1 1
BRCA2 c.9435_9436del FS NMD PTC 1 29
BRCA2 c.9440dup FS NMD PTC 1 1
BRCA2 c.9453del FS NMD PTC 1 1
BRCA2 c.9455_9456del FS NMD PTC 1 4
BRCA2 c.9455_9456dup FS NMD PTC 1 2
BRCA2 c.9458del FS NMD PTC 1 3
BRCA2 c.9463_9467delinsGAATGATC IFI/FS NMD PTC 1 1
BRCA2 c.9474del FS NMD PTC 1 1
BRCA2 c.9481A>T NS NMD PTC 1 8
BRCA2 c.9498del FS unknown PTC 3 4
BRCA2 c.9499_9501+2del S unknown Unknown 3 1
BRCA2 c.949del FS NMD PTC 1 1
BRCA2 c.9501+1G>A S unknown Unknown 3 3
BRCA2 c.9501+1G>T S unknown Unknown 3 4
BRCA2 c.9502-­‐2A>C S unknown Unknown 3 1
BRCA2 c.9507del FS unknown PTC 3 2
BRCA2 c.952A>T NS NMD PTC 1 3
BRCA2 c.9537_9544del FS NMD PTC 1 1
BRCA2 c.9537dup FS NMD PTC 1 1
BRCA2 c.9550_9563dup FS NMD PTC 1 2
BRCA2 c.956del FS NMD PTC 1 2
BRCA2 c.956dup FS NMD PTC 1 8
BRCA2 c.9572G>A NS NMD PTC 1 3
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BRCA2 c.9580_9581del FS NMD PTC 1 3
BRCA2 c.961C>T NS NMD PTC 1 2
BRCA2 c.9666del FS no	  NMD PTC 2 4
BRCA2 c.9672dup FS no	  NMD PTC 2 31
BRCA2 c.9676del FS no	  NMD PTC 2 5
BRCA2 c.9682del FS no	  NMD PTC 2 1
BRCA2 c.968_971del FS NMD PTC 1 3
BRCA2 c.9699_9702del FS no	  NMD PTC 2 14
BRCA2 c.9728del FS no	  NMD PTC 2 1
BRCA2 c.9739C>T FS no	  NMD PTC 2 1
BRCA2 c.9748dup FS no	  NMD PTC 2 1
BRCA2 c.9789_9790del FS no	  NMD PTC 2 1
BRCA2 c.979A>T NS NMD PTC 1 1
BRCA2 c.97G>T NS NMD PTC 1 4
BRCA2 c.9808del FS NMD PTC 1 1
BRCA2 c.9846dup FS no	  NMD PTC 2 1
BRCA2 c.9871del FS no	  NMD PTC 2 2
BRCA2 c.9883C>T NS no	  NMD PTC 2 3
BRCA2 c.9924C>A NS no	  NMD PTC 2 1
BRCA2 c.9924C>G NS no	  NMD PTC 2 13
BRCA2 c.9925G>T NS no	  NMD PTC 2 1
BRCA2 c.994del FS NMD PTC 1 7
BRCA2 c.994dup FS NMD PTC 1 3
BRCA2 c.995_996insA FS NMD PTC 1 1
BRCA2 c.995_996insG FS NMD PTC 1 1
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